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YCAOBHbIE COKPALLEHWA

Al — apTepuajbHOe JaBJieHue

AI® — apeHo3uHaudochar

ATIM  — aHOManWA NanuJUIAPHBIX MBIIIL]

A®T  — arperanuoHHas QyHKIMA TPOMOOIUTOB
BA — OpoHXHMaNbHAsA aCTMA

B/l — BereTaTUBHAs AUCHYHKLMSA

BP — BOJUTEJIb pUTMaA

BCA  — BHyTpeHHAsA COHHAs apTepus

TAT — IJIMKO3aMUHOTIMKAHbI

I'b — TUnepToHNYecKas 60ye3Hb

I'MII — reMopparvyeckue Me3eHX1UMaJlbHble JUCILIA3UN
IMC  — runepMoOHIBHOCTb CYCTaBOB (CUMIITOM)
I'm — reHeTHYecKuil moauMoppusm

['DP  — racrpodsedareasnbHblii pedIroKc

OBT  — aucKuHe3us OUIMapHOTO TPAKTa

ATP  — nyomeHO-racTpajbHBIN pedIIroKe

JOMIII — nedexT MennpeacepIHON eperopoIKu
IOHK  — ne3okcupubOHYKJIEMHOBAs KUCIOTA
ACT  — pucruiasus COeAVHUTENIbHOW TKaHU
JCTC — pucnnasus coefUHUTEIbHON TKaHU cepALa
AT — JIJIMHA Tejia

NBC  — umemudeckas 60Je3Hb cepala

NMT  — uH[eKc Macchl Tesa

AKKT  — KXelyno4HO-KUIIEYHBIA TPAKT

KII  — XequHBIA My3bIPb

KUT' — kapauouHTepBanorpadus

JOK — neBbIi XeJyioueK cepaua

JIC — JIETOYHBIH CTBOJI

MAC — MmaJjble aHOMaJIuu cepaua

MK — MUTpPaJIbHBIN KJIAIlaH cepALa

MIIKT — MuHepaibHas MJIOTHOCTb KOCTHON TKaHU
MT — Macca Teia
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HTII — HaciencTBeHHAast TPOMOOLMTONATHSA
HIIT — HelipoLMpPKynATOpHAs AUCHYHKIUSA
(0] — 0CTeoIopo3
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OI1 — OCTeoIleHUs

OCA — ob1mast COHHast apTepust

ITA — M03BOHOYHAA apTepus

DX — IpaBbIY KeyodeK cepala

I BCA — IaTOJIOrMYecKas U3BUTOCTb BHYTPEHHEN COHHOU
apTepuu
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Yy3U — YJIBTPa3ByKOBOE UCCJIeZIOBaHUE
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or/cC — ¢ubporacTpoyoIeHOCKONHS
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V. Tére «Dayct» (nepesos B. JI. ITacrepHaxa)

Kak co ckazaHHBIM He corynacuthbes! JleiCTBUTENBHO, 110 Mepe pPa3Bu-
THS HAyKU U yJIy4lIeHNst MeTOZOB 00CyIeJloBaHUs YeloBeKa, COBepIIeHC-
TBOBAaHWA METOZIOB BU3yaJM3allMM BHYTPEHHUX OPraHOB, PeTHCTpalU
TeX UJIU MHBIX [TapaMeTPOB XXU3HeesTeIbHOCTH, 0OMeHa BelleCTB, IMMY-
HOJIOTYECKO! PeaKTHBHOCTY; Pa3BUTHSA MHQPEKTONOTUH, IUTOTeHeTHKHY,
MOJIEKYJIAPHO! reHeTUKY U JPYTUX HayK NIpeXXHUe TUIIOTe3bl U TPAKTOBKU
GoJie3Hell CTaHOBATCS, MO KpaiiHeil Mepe, ycTapeBImuMu. Y mpaza, mo
aHAJIOTUK C OObSCHEHHEM TePMHHA <«aToM» (afomos — <«HeIeTuMbIii»)
B noHuManuu Jleskumnma u lemoxkpura B V—IV BB. 10 H. 3. U COBpeMeH-
HbIMU 3HAaHUSAMU QU3MKU 06 aToMe pacCy)X/eHHs MeUKOB JPeBHOCTH
0 posu «bejiol U YepHOH Keur» U T. Il. CTAHOBATCS HeJienbiMi. OZIHAKO
HeyBa)KeHHe K MPOLUIOMY — IUIEBOK U B HacTosiliee, U B Oyayiee!, yT-
BepXXJAIOMUA M7eI0 He3aBUCUMOr0 OT IPOLLIOro, JIAIIb COBPEMEHHO-
IO TOCTHXEeHWs WCTHHBI, YTO SBJISETCA WIUTIO3Mel, ommbKoil. Beab 1o
CHX TIOpP MeJVKU 110 OKOHYaHMU By3a IPUHUMAIOT NIPUCATY KaK BapUaHT
KJIATBBI [MNoKpara. 3a4acTylo «KapJvK, BCTaBIIMI Ha [1JIe4X BeJIMKaHa,
BU/IUT Jjajibllle BeJIMKAaHA, HO... B HeM HeT OMeHHsl TUTaHTCKOTO Cep/iLas.
Bhinaroinuiicst oTedecTBeHHbIN 6uosior A. A. JIoOuiieB roBapuBas, 4To
TMPOIIIOe HayKU He KJaf0ullle TUIOTe3, a CKopee coOpaHue HeJ0CTPOeH-
HBIX aPXUTEKTYPHBIX aHCaMOJieil, TpepBaHHbIX WIIH 110 1eP30CTH 3aMbIC-
J1a, AJIA TI0 HeZIOCTaTKy CPeZCTB.

OTH MBICIA HEBOJbHO NPUXOJAT B TOJIOBY, KOIZja Mbl IIBITAEMCS MO~
HATb 0COOEHHOCTH MOPQOJIOrHYecKOi NHANBUIYATbHOCTH, a TAKXKe pe-
aKTMBHOCTH 4eJIOBeKa, ONpeJesiolye, IoueMy OJHH U Te JKe 6osie3HH
IIPOTEKAIOT y Pa3HbIX JII0Jel [10-pa3HoMy. CTaHZApTHBINM OTBeT — HEIOB-
TOPUMOCTb MHAVMBUZyaIbHON TeHeTUKHY YesloBeKa. [ ¢ 3TMM HeBO3MOXHO
He cOraacuThea. OfHAKO MeXly KOMIIO3UTOPOM, HallMCaBIIVM reHUajb-
HOe COYMHEeHMe, U CIyLIaTeNsIMU CTOAT UCIIOJHUTENN U JUPWXep, KOTO-
pble B 3aBUCMMOCTH OT Pa3HOM CTENeHU JYXOBHOU 1 MY3bIKaJIbHOM KYJlb-
TYPBI IOHOCAT WX He JOHOCAT 3aMbICell aBTOPa.

Bonee 80 ner Hasan akazeMUKOM AJIEKCaHIPOM AJeKCaHApPOBHUYEM
Boromornbiiem [57] 6bina chopMynrpoBaHa KOHLEMLHS COeIVHUTENb-

! TIneBaTh — «/[ypHasi IPUBBIUKA... CTABUTb HU BO 4TO, HeOpedb YeM, Ipe3nuparh Koro»
corynacHO «ToJIKOBOMY CJIOBapIO KMBOT'O BEIMKOPYCCKOTO sA3biKa» B. M. [lans.
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Hoit TkaHu (CT) kak «Qusnosnorudeckoil cucreMbl». OH BCeCTOPOHHE
paccmorpen cBa3b CT ¢ peakTMBHOCTbIO, KOHCTUTYIMe!, BOCIaleHreM,
UMMYHHUTETOM, 3HJIOKPUHONIATUAMY, pereHeparyeil, pakoM U CTapeHreM
¥ TIPHILIEJ K BBIBOZY, YTO UMEHHO QyHKIMOHANBHOe cocTosiaue CT orpe-
ZleJisieT MHAMBU/YaIbHOCTb, COCTOSTHYE 3710POBbsI MJIU 00JIe3Hb YeJIoBeKa,
Ha3BaB CT <«kopHeM Te/108eKa... KOHCMUMYUYUOHANLHOU 0A30U OP2aHUIMA>.
Eme psiZi BaXKHBIX MbICTIeil ObUT BhicKa3aH A. A. BoroMosbliieM B Havyase
XX B. 1 Kacaucsi «KOJIOCCATbHOTO BIMSAHWSA HapyIleHWI MPaBUIBHOTO
xumu3Ma CT Ha ob1iee cocTOsiHUe OpraHu3Ma». DTU MBICIM — O OUOXU-
MUYEeCKOM WMHAMBUYaJbHOCTH, O KeJaTelbHOCTU 3HAHUSA <«UHAWUBUJY-
aMbHOU GopMyJbl 0OMeHa BelecTB» [57] — HalUIM CerofHs OTpaKkeHKe
B TIOJIOKEHUSX COBPEMEHHO! IreHeTHKH O TeHHBIX CeTSX W MONIUMOpPOH3-
Me TeHOB, OTIpe/IeJISIOIMX OMOXUMUYECKHiA MPOGUIb KXKIOT0 YeIoBeKa.
A. A. Boromorier moHMMaJ BaXHOCTB 1eJIOCTHOTO N0/IX0/ia K TOHUMaHUIO
6osbHOro 1 posu B 3ToM CT. «MbI CTOMM Ha MPaBUJILHOM IyTH B CTPEM-
JIEHUSIX CUHTETUYEeCKOI TPAKTOBKY MH/IMBU/yaIbHBIX 0COOEHHOCTEN Ye-
JIOBEYeCcKOro opraHu3Mas»,— IMucajl OH. YTpaTui JIi CBoe 3HayeHue 3TOT
MeTO/I0JIOTUYeCKU MPUHIMIT 1{eIOCTHOCTA cerofHsa? Ha Hamr B3risaz,
Her.

B akroBoii peun akagemuka AMH CCCP M. C. Macjosa, mpousHe-
ceHHoI1 25 nexabpst 1960 r. B BoeHHO-MeAUIIMHCKOI aKa/ileMHH, CKa3aHo:
</ KaK HeT Ha CBeTe ABYX JIIOfiell, abCOIOTHO APYT HA JIpyra MOXOXKHX
110 MOp¢}OJIOruUecKUM CBOMCTBAM, TaK JKe HET Ha CBeTe IBYX WH/MBHU/IOB,
Y KOTOPBIX abCONIOTHO Bce TOKa3aTenu (0COOEHHO (YHKIMOHATbHbIE
¥ GMOXUMIYecKye) ObUIM Obl MIEHTHYHBL.. B CYIIHOCTH roBOpS, Kax-
IbI HOpMaJIbHBIN MHAWBUZ MIPe/ICTaBIsAeT B OTHOLIEHUU OINpeZieJIeHHbIX
TNOKa3aresieil TO WM MHOe OTKJIOHEHWe OT CpefiHeil HOpMbl». Muxauin
CrenaHoBHY, TaK Xe Kak A. A. boromorsel, CBA3bIBAJ 3TO C UHJUBUAY-
anbHBIMU ocobeHHocTsIMU CT.

CT onHOBpeMeHHO BBIMOMHSAET 5 QYHKIUIL: 6OMeXaHIYeCKyI0, TPO-
dudeckyro, 6apbepHYI0, INIACTUYECKYIO U MOPOTeHeTHIecKyt0. IIoaToMy
TIOHATHO, 4TO Ha MpOTsDKeHUH XX B. ObLIM NpPeANpPUHATH HEOJHOKpAT-
HbI€ TOTBITKY CBSI3aTh OCOOEHHOCTH KOHCTUTYLUM M PEaKTUBHOCTHU Ye-
JIoBeKa ¢ MOPOJIOrUIeCcKMMY ero ocobeHHOCTsIMU. Hanbosee THITMYHOM
sBisiercst pabora Jx. TonHepa «CBsi3b TeJIOCTOKeHUs ¢ GpU3H0IOruIe-
CKUMU QYHKIMAMH, O0JIe3HAMU U TIOBeJieHreM» B 00CTOSITeNIbHOUN KHUTe
«Bbuonorusa yenoseka» [242]. B To xe Bpemsa Anexcannp ®enoposud Typ
B pabore, omy6JIMKOBaHHON B COOpHUKe «BOMpOCH reHeTuyecKoii ped-
JIeKCOJIOTMH U Te/I0JIOTUU MJlafieHyecTBa» [66], nucan: «BnosHe oleHu-
Basi pOMajiHOe 3HaueHue U OOJbIIO MHTepec u3ydeHusi GOpM IeTCKOro
Tesia, ObLIO OBl OMIMOOYHO CTPOUTH KJIAcCUPUKALMK TUTIOB JIeTell Ha OC-
HOBAaHUM JIMIIb aHTPOIIOMETPUYECKHUX JAaHHBIX. Beskas kimaccudukanus,
0a3upyIONIascs UL HA YYUTHIBAHUU KaKOTO-JMOO OJHOTO MOMEHTA,

9



Oyab To MopdosoruyecKkue WM JUIIb OJHU OMOXUMUYecKUe, Ui O6uo-
dusnyeckre ocobeHHOCTH pebeHKa, obpeyeHa Ha OJHOCTOPOHHOCTD, HE
OyZeT UMeTh IPAKTUYeCKOTO 3HAYeHHUsI U, CJIe/JOBAaTeIbHO, OKa)XeTcsl He-
’Ku3HeHHO#. TOJbKO BCeCTOPOHHee MO3HaHWe peOeHKa, HauMHAs OT ero
BHeIIHeil (pOpPMbI ¥ KOHYAS INTy60YalIIMMKU XUMUYIECKMH MTPOLIeCCaMH,
MMEIOIMMY MEeCTO B ero OpraHu3Me U TKaHfAX, /laeT BO3MOXXHOCTb IIpa-
BUJIBHO OLIEHUBATh QYHKIMOHAJIBHYIO CIIOCOOHOCTb OT/IeIbHBIX OPTaHOB
Y BCET0 OpraHKU3Ma B 11eJIOM».

Bo Bropoii nonoBuHe XX B. c)OPMUPOBANOCH yieHUe O GOJe3HAX
CT kax HacJe/ACTBEHHBIX, TaK 1 UMMYHOIIATOJIOTMYeCKUX (UX MOHavany
Ha3BaJu KoJulareHo3aMu). Pa3BuTue HayKu NpUBENO K MOSABIEHUIO HO-
BBIX METO/I0B BU3yajM3allii BHYTPEHHUX OPTaHOB ueyioBeKa (Ipexze
BCEro, COBepIIEHHO 0e30MacHbIX YJIbTPA3BYKOBBIX), U BO BTOPOii MOJIO-
BHe XX B. cTana eme 6ojiee 04eBUAHOM OGecKOHeYHash aHATOMUYECKast
VHIVBU/YaJbHOCTh 4YeJ0BeKa, Kacalolasgcd CaMblX pa3HbIX OpPraHOB.
Ecnu B KJIacCUYeCKON KHUTe «DBOJIIOLMOHHO-TeHEeTHYeCKre mpoOieMbl
B HeBponarosnoruu» [93] Cepreit HukomnaeBud JlaBuzieHKOB cHOpMyIu-
pOBaJl IpeicTaBIeHNe O MaJlblX aHOMAJMAX PAa3BUTHSA U HalIW4Me 5 aHO-
Masuil JIMTebHO CUMTAIM SKBUBAJIeHTOM BPOXXZEHHOTO IOPOKAa pPa3BU-
THS BCJIEACTBYE SMOPUOpETONaTUy, TO IPH YILTPa3BYKOBOM BbISIBIEHUU
0COOEHHOCTell CO CTOPOHBI Pa3HbIX OPTaHOB Ha MOPOTe BEKOB MX CTaJU
pacleHUBaTh Kak NIpU3HAKY AUCIIIAa3uU coeinHuTenbHON Tkauu ([ICT).

Hacrosimasgs MoHOrpadus COZEPXUT pe3ylbTaThl HCCIeNOBAHMIA
B TIOCJIeZIHMe IOJITOpa JleCATUIeTUsl COTPYAHUKOB cTapeiiieil B Poccun
u B EBporne kadeznpsl ferckux 6ose3Heit um. M. C. MacioBa Poccuiickoit
BOEHHO-MeIMIMHCKO# akanemun uM. C. M. KupoBa 1o npo6iemam auc-
IJIa3UU COeJUHUTENbHOM TKaHU.

YuutbiBasi T0, 4T0 CT SABJAETCH <KOHCMUMYYUOHANbHOU 6a301 opea-
Husma» [57], ucronb3ya TepMuHonoruto M. C. Macnosa [174], [ICT, no
HallleMy MHEHUIO, SIBJISETCS «AHOMANuell Uiy 0COGEHHOCMbI0 KOHCIMUMY-
yuu». CyllecTByeT CIIpaBe/JIiBOe MHeHHe, BbICKa3aHHOE JIOLIeHTOM Ka-
¢denprt FOpuem CremanoBuyeM CepreeBbiM [210] o 1iesecoo6pa3HOCTH
KOHCTaTallM¥ B IMArHO3e, IOMUMO OCHOBHOTO U COIYTCTBYIOIIEro 3a60-
JIeBaHWH, B OTJeNbHOI pyOprKe «KOHCTUTYLMOHANbHbIE 0COOEHHOCTH,
He TpaKTyeMble KaK [1aTOJIOTHYecKue IpU3HaKU».

JIroOble Cy)x/ieHVs O KHUTe, B TOM 4YKCJIe ¥ KpUTUYecKue, OyayT BOC-
TIPUHSATBI aBTOPAMH JIUIIB € 6J1ar0JaPHOCTHIO.



BBeaenune

CocraBnas 0koy0 50 % Macchel Tesa, COeJMHUTeNbHAs TKaHb 00pasy-
eT OTOPHBII KapKac (CKeseT) ¥ HapyXHble HOKPOBHI (KOXY); GopMupyer
C KPOBBIO 1 TUMOIi BHYTPEHHIOIO CPe/ly OPraHMU3Ma; y4acTBYeT B peryis-
1IUM MeTaboINYecKuX U TPOPUUECKUX MPOIECCOB.

KrneroyHble 371eMeHTbl COeAWHWUTENBLHONW TKAaHU Mpe/CTaBIeHbl
¢ubpobracTaMu U UX Pa3HOBUAHOCTAMU (OCTe0OIACTaMK, XOHIPOIUTA-
MM, OIOHTOOJIaCTaMH, KepaTobIacTaMu), Makpodaramu (THCTHOLUTAMU)
¥ TYYHBIMH KJIeTKaMM (TabpouuTaMu). DKCTPALeJUIIONAPHBIA MaTPUKC
IpescTaBleH BOJOKHAMU 3 THUIIOB: KOJIIar€HOBBIMH, PETUKYJISAPHBIMU
¥ 3nacTuaHbIMU. CT BBINOMHSAET 5 OCHOBHBIX (QYHKIMIA: GOMeXaHUdec-
KyI0 (ONOPHO-KapKacHyw), Tpoduyeckyto (MeTabonuyecky), 6apbep-
HyI0 (3aIUTHYIO), IIACTYECKYIO (perapaTuBHYI0) U MOporeHeTHIeC-
KYIO (CTPYKTypHO-00pa30BaTeNbHYIO).

OCHOBBI y4eHUSI O KOHCTUTYLMM B ero COBPeMeHHOM BHUZie B Ha-
meil crpaHe 3ajoxeHbl A. A. BoromonbneM B NaTopU3MOIOTUH
u M. C. MacnosbiM B neguarpuu. M. C. MacjioB MOHMMaJ KOHCTUTY-
LU0 KaK COBOKYIHOCTb HAaCJIeICTBEHHBIX M NPHOOPETEHHBIX CBOWCTB,
OIIpeZleNIAONIYI0, KaK UMEHHO OpPraHu3M pearupyeT Ha JeliCTBUe cpefpl,
OH )Xe BbIIeNUI status degenerativus, ONKACAB IIPU STOM JUCIIACTUYECKUI
denotun [174]. A. A. Boromoren cynTan 6a30ii KOHCTUTYIIUM OPTaHMU3-
Ma (QU3MONOTUYECKYI0 CHCTEMY COeJMHHUTENIbHON TKaHW, MOJYepKUBAJ
3Ha4YeHVe Me3eHXMMbl B 00pPa30BaHNK KOHCTUTYLHIOHAIBHBIX Pa3INIuit
¥ GOpMUPOBAHUM 370POBBS WM OOJIE3HH, BBIESA Me3eHXUMaJbHbIe
TUIBI KOHCTUTYIUHM W YIOMHUHAN O (pOPMUPOBAHUM JUCIUIACTUYECKOTO
trma [57]. Me3eHxuMa — IPOBOJHUK KOHCTUTYLIOHAIbHBIX, TeHEeTHIeC-
KUX U SIUT'eHeTHYeCKUX COCTAaBIAIONINX XKM3HHU 4esioBeKa. VI3MeHeHUs
CT oka3bIBaIOT OIpefiesisAollee BIMsHUE HA BeCb OPIaHU3M B L[eJIOM, Ha
ero $GU3MONOTUYeCKUH TUII U er0 KOHCTUTYLHUIO. [IOHATHEe KOHCTUTYLUH
He MOXeT OBbITb OrpaHIYeHO MOHATHEM QyHKIUM reHOMa. Ba3oii, ompe-
IeNAomell KOHCTUTYLMOHAIBHBIA TUII OpraHu3Ma, sBisercs Gpuanoso-
rudeckas cucrema CT. I[TosToMy u3ydeHue QU3MOJIOTUH U NATOJIOTUH
COeZIHUTeIbHOY TKaHU NMeeT IIepBOCTeNeHHOe 3HaYeHue [57].

HacnencTBeHHbIe HapyLeHus coeauHUTeNbHOM TKaHu (HHCT) —
reTeporeHHas rpymnna 3abo0sieBaHuid, 0OYCIOBIEHHBIX MYyTAlUSIMU TeHOB
0eJIKOB BHEKJIETOYHOT'O MaTPHKCA MJIY TeHOB GeJIKOB, y4aCTBYIONINX B MOP-
¢oreHese coeHUTENBHOM TKaHU [112].

JAucnnasuu coeguHuTenbHod TKaHu ([CT) — nHapymenusa CT
MyJIbTU(QAKTOPHON NPUPOABI, 00beMHEHHbIE B CHHAPOMBI U (GEHOTH-
Ibl Ha OCHOBe OOIIHOCTM BHENIHWX W/WJIM BUCILEPAJbHbIX MPH3HAKOB
[112]. Tepmun ICT BBenen ITurepom Beitronom (P. Beighton) B 1988 1.
B Poccutickoii ®@ezepanuut oH 6601 mpusHaH B 1990 1. Ha KOHpepeHIUH
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B OMcke. JlTaHHas 06J1aCTh MeIVILIMHBI OCTAeTCs MaJIOM3y4eHHO! BCIlen-
CTBYE TOMMOP(PHOCTU KIMHAIECKOW KaPTHHBI, CJIOXHOCTHU JUarHOCTUKH
u nedenusd. Tak kak CT cocraBnser okoso 50 % maccel Tena, JCT varme
MMeIOT PacIpoCTpPaHeHHBI! XapakTep, pexe — JIOKaJbHbIH ¢ NperMylie-
CTBEHHBIM TTOPA)KEHNEM KaKUX-JIMOO0 OT/IeJIbHBIX OPTaHOB U cuCcTeM. JIist
3THX 3a00JIeBaHUI B NeAMATPUYECKOH NPAKTHKe XapaKTepHa BBICOKAs
YaCcTOTa, BBIPAKEHHBIM KIMHUYECKUH MOMMMOPQU3M, CI0XHOCTh Aua-
THOCTUKY U JIeyeHusl.

YacTo BO3HUKAIOT 3aTpyAHeHUs mpu 3amudposke JCT B uCTOpUAxX
6one3uu u oryerax. [To MKB-10 JICT moryT 6bITh oTHeceHb! K XIII kac-
cy («boJye3Hy KOCTHO-MBILIEYHOM CUCTeMbI U COeJTUHUTENIbHOM TKaHU» ).
Hamnpumep:

M35.7 — «runepMoOUJIbHBIN CUHAPOM Pa3b0NTaHHOCTH, M3JIHIIHEH
HOJBYXXHOCTU»;

M35.8 — «zipyrue yrouyHeHHbIe cucTeMHble opaxeHus CT»;

M35.9 — «cucremHble nopaxxenus CT HeyTOYHeHHbIE».

Takue ety HAOMIOAAIOTCA Y PA3NMYHBIX Y3KUX CIIELUATUCTOB, KO-
TOpbIe Ha3HAYalOT CBOe JiedeHue, II0POoii HeCcBOeBpeMeHHOe U He Jaiollee
oxunaemoro 3¢dexra. PeGeHKy BBICTAaBIAETCS MHOXECTBO AWAarHO30B,
HO OTCYTCTBYeT OCMBbIC/IeHHe TaTOJIOTUY OpraHu3Ma B 1esioM [186].

BHacrosmee BpeMs B Poccutickoit @esepanyn u crpanax CofpyxecTsa
c$opMHUPOBaIOCh HECKOJIBKO LIeHTPOB U IIKOJI IO M3y 4eHHIO0 pa3IMYHbIX ac-
nekToB po6siembl [ICT: Mocksa (B. @. lemuH, A. H. CemsiukuHa), CaHKT-
ITetepbypr (D. B. 3emuoBckuii, T. Y. Kanypuna), Teeps (C. ®. THycaes),
Vanoso (B. B. Yemopanos, E. E. KpacHosa), Omck (I. V. Heuaesa,
U. A. Buxtoposa), bapuayn (3. C. Bapkaras, A. B. CyBoposa), MUHCK
(E. JI. TpucseroBa), JIyrauck (3. B. Hecrepenko). ViccnenoBaTesnu pasHbIX
IIKOJI HepeJIKO TPaKTYIOT TePMHUHBI U KJIMHUYeCKUe laHHbIe T10-CBOEMY,
B pe3yJIbTaTe 4ero HabJIFOAAI0TCS Pa3IMius B AUarHOCTHKE U BHIBO/JAX.

Kpurepuu or60pa 60bHbIX ¢ JICT HEYeTKH U Pa3MbIThI: OJHU HUCCTIe-
JI0BAaTeM He OMKCHIBAIOT MPUHLMIIOB (OPMUPOBAHUS BBLIOOPKHU, APYTHE
GepyT 3a OCHOBY HECKOJIbKO HeHOTUINYECKUX NTPU3HAKOB WM UCCIIEAYIOT
OOJIBHBIX C IPOJIATICOM MUTpasbHOro Kaanana (IIMK), runepMobuibHOC-
Tb10 cyctaBoB (I'MC) u apyrumu npossaenusamu JJCT. ViccienoBareny He
6a3upyIOTCS Ha eAMHON TEPMUHOJIOTUM U KPUTEPUSIX TOCTAHOBKH IUArHO-
3a. B Poccuiickoit @ezepaniny KOOpAVMHUPYIOMNM HayYHbIM 3B€HOM B BOII-
pocax cucremaTusauuy JaHHblx 0 HHCT crasia Hay4HO-MCCIejoBaTeIbCKas
nabopaTopusi COeIMHUTETbHOTKAaHHBIX Auciia3uii GesiepasbHOTO IEeHTpa
cepAlia, KPOBU U 3HOKPUHOJIOTMY UM. B. A. AnmMa3oBa Bo IJ1aBe ¢ mpodec-
copoM OpnyapzioM BenunamuHoBHYeM 3eMLOBCKUM. II0 ero MHULUATHBe
B 2007 r. ObUIM CO3/1aHbI KOMUTET 3KCIepToB U pabodas rpymna mno gpop-
MMPOBAHUIO COIVIACUTEBHOTO OKYMEHTAa Ha JaHHyl0 TeMy. Poccuiickue
pexoMmeHnanuu «HacnencTBeHHble HAPYLIEHUS COEAWHUTENBHON TKAHM»
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yTBep X zeHbl 1 n3aaHbl B 2009 . [182]. B Hosi6pe 2012 1. ocsie yTUTENBHO-
ro 00CyX/ieHus1 U coryiacoBanusi Ha VII KOHrpecce TepareBTOB yTBepIKeHa
HOBas pefjaklus POCCUICKUX pekoMeHzanuii «HacmesicTBeHHbIe Hapylle-
HUS COeIMHUTEIbHOUN TKaHu» [183].

KoopanHaTopoMm uccieoBaHUM M HaYYHBIX MEPONIPUATHUI Cpeu Te-
nuatpoB siBisietcs mpodeccop Cepreit @enopoudy [Hycaes, 3aBeAyONINI
kadenpoi neauaTpun TBepCKOW roCyAapCTBEHHON MeJVLIMHCKON aKaze-
MWU, M3BECTHBII CBOMMHU paboTaMu 10 0COOEHHOCTSIM (YHKLHMOHUPO-
BaHUA cepedHo-cocyauctoit cucreMbl (CCC) U Xenyno4HO-KUIIEYHOTO
tpakta (JKKT) npu ICT.

ABTOpBI IPUHUMAJIH yYacTHe B OOJBIIMHCTBE TAKUX HAyYHBIX GOPY-
MOB, IPOBOJIMMBIX B Hallleii cTpaHe. Ps/ U3 HUX COYeTasIcs ¢ 00CyKaeHneM
Y pe/lakTMPOBaHNEM POCCUNCKUX peKOMeHJalui. B JaHHOM ZIOKyMeHTe,
KaK U BO MHOTMX Hay4HbIX paboTax, MpOC/IeXuBaeTcs uaes HeoOXoau-
MOCTY COBEpIIEHCTBOBAHUSA U COTJIACOBAHUS KpPUTepueB B IEPBYIO OYe-
penb KIMHUYEeCKOH, GeHOTUIMYeCcKOi AUarHoCTUKU. ToNbKO Ha ee 6ase
MOXHO cpOpMHPOBATH OZHOPOZHBIE IPYIIIBI /IS TPOBEZIeHNS AaTbHel-
IIMX UCCIIe/I0BaHUM, B TOM YKCJIe TeHeTUYeCcKUX.

MHOTroKpaTHO 00CYXIaluch BOMPOCHI MPUTOJHOCTH K BOUHCKOM
cyx6e monozsix mozei ¢ ICT. HemocpeacTBeHHO 3TO He BXOAUT B KOM-
HeTeHINI0 NeJMaTpoB, HO MPUIKCHOE OCBU/eTelbCTBOBAHME U IOCTa-
HOBKY Ha BOMHCKUH y4eT IOHOIIYU IPOXOAAT B 16—17 jieT, ele B JeTCKOM
BO3pacTe, ¥ BO3pacT NPHU3bIBa BIJIOTHYIO IPUMbIKaeT K BepXHel rpaHu-
Ile mepuoja fieTcTBa. B Hacrosiiee BpeMA B «IHCTPyKLMH O MOpSA/Ke
npoBesieHNsi BoeHHO-BpayeOHOI 3KcrepTu3bl B BOOPYKEHHBIX CHIaX
Poccuiickoit @epepanun» HHCT He QurypupyioT, IMeloTcs JIMIIb YIO-
MUHaHUS O HEKOTOPBIX OPTOINEANYECKUX U KapAUOJIOTUYeCKUX UX IpO-
siBieHusix [118]. VIMeHHO ¢ 3TO¥ 11e/IbI0 MbI ¥ TIPOBOJMIIM 06CIIe[OBaHIe
TIOJIPOCTKOB — BOCITUTAHHUKOB JIOBY30BCKMX BOEHHbBIX y4eOHbIX 3aBele-
uuit. CKpuHuHroBas auartoctika JICT mMoxeT ObITh pa3paboTaHa u st
IPU3bIBHUKOB.

BecHoii 2012 1. B cpefcTBax MaccoBoit MHPpopmauuu 6ypHO 00Cyx-
JlaJICh UTOTY AMcIaHcepu3anuu 26 864 noapoctkoB CaHKT-IleTepOypra
B Bo3pacte 14 siet. B cTpyKType 3a60J1eBaeMOCTH TTepBOe MeCTO 3aHUMAIOT
6osie3Hn opraHoB mumieBapenus — 18,09 %, BTopoe MecTO ¢ He3HAYH-
TeJIbHBIM OTPHIBOM — 60JIe3HU KOCTHO-MBILIEYHOU CHCTEMBI U COeJIMHU-
TeNbHO TKaHu — 17,18 % [132]. [To 06umepoccuiickuM JaHHBIM, U3JI0-
KeHHBbIM aKazieMukoM A. A. BapaHoseiM B 2012 r. B epeioBoii CTaThe
1001JIeiiHOr0 HOoMepa JxypHana «IlemuaTpusi», BeAylleil MPUYMHON He-
TOZIHOCTY K BOEHHOIA CJTyX0e ABJIATCSA 60JIe3HU KOCTHO-MBILIEYHOM CHUC-
TeMBI U COeIMHUTENbHOM TKaH! (17,9 % HeronHsbix). 3ab6oneBanus KKT
3aHUMAIOT B 3TOM IlepeyHe 3-e MecTto (10,5 %) Bciien 3a MCUXUYECKUMU
paccrpoiictBamu (16,2 %) [33].
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B nocyenHee BpeMsi peIMETOM OOCYX/EHHUS CTaJIO BbIJeJIeHue JIUC-
IJIACTUYECKUX CHHAPOMOB U (EHOTHUIIOB, BBe/leHHe KOTOPBIX B KIIMHUYe-
CKYIO ITPaKTUKY MO3BOJIAET CYy3UTh TPaHULIbI TpUMeHeHus TepmuHa JICT
Y YTOYHUTb HO30JI0TM4ecKyto npuHazaesxkHocts HHCT [108].

Mertoauyeckuie pekoMeHalmy «HacseicTBeHHble HapyLeHNs COeIuHU-
TelbHOH TkaHu» [182, 183] mpensaratot BeiHOCUTH JICT B KayecTBe COITyTC-
TBYIOIIIETO IMAarHO3a, II03TOMY MBI ITpeJijlaraeM CUMTaTh laHHble KOHCTUTY-
IIMOHAJIbHbIE 0COOEHHOCTH CBOEro posia GOHOBOIA MATOJIOTHEl, KIMHUYeC-
KO# CUHTpOIHE, T.e. KOMIUIEKCOM 00JIe3Hell, IMEIONIMX OJJMHAKOBYIO MJIN
CXOJIHYIO MOJIEKYJIIpHO-TeHeTHUYecKyIo OCHOBY aTtoreHe3a [196—198].

C HapyueHUsiMM YHKIUHM T€HOB, KOAMPYIOIIUX OOMeH BeIlecTB
B CT, conpsykeH pAA KIMHAYECKUX CUHTPONUU. C reHeTHu4ecKo TOYKH
3peHus Jydile M3ydeHbl Takue MyJAbTH(aKTOpHble cHHTPOnHbIe ¢ [JCT
COCTOSIHUA, KaK Iposarnc Ta3oBbelx opraHoB (IITO) u nocTMeHonay3asb-
HbIiA ocTeonopo3 (O), HECKOIBKO XyXe — CHH/POM THIepMOOUIBHOCTH
cycraBos (CI'C). V3y4eHue npyrux acrnekToB myabsradakTopHbix [ICT Ha-
XOZIUTCA B 3a4aTOYHOM COCTOSIHMU. HeiocTaTOYHO M3ydyeHa B3aUMOCBA3b
MeXZly BHemHNMH (eHoTumdeckumu npusHakamu JJCT, ocobeHHOCTsI-
MU MOPQOJIOTUY U CTPYKTYPhI BHYTPEHHUX OpraHoB. OcTaeTcsi HesCHbIM
BOIIPOC O 4aCTOTe U KJIMHWYeCKON 3HaUMMOCTHU OTZAENbHBIX MaJblX aHO-
Masuii, a TakKe O COYeTaHWU BHEUIHUX MTPOSBJIEHUI JUCIIACTUYECKOro
CHH/IPOMA C XapaKTepoM U CTelleHbI0 BOBJI€YEeHHOCTU 1IeHTpaJbHOMN He-
pBHoii cucremsl (ITHC), BeretaTBHOTO OT/lesia HepBHO# cucteMbl (BHC)
Y BHYTPEHHUX OpPraHoB B cucTeMHyto narosoruto CT [96].

IMonynauuonHasa yacrota JJCT He nM3ydyeHa, XOTS BCTPEYalOTCA OHU
3HAYUTENIbHO yalle MOHOreHHbIX popMm. ITo nanubM W. A. BUKTODOBOW,
nauueHTsl ¢ [ICT B 6 pa3 yaine 06palialoTcs 3a MeULIMHCKOMN TOMOIIBIO.
Y 81,5 % nereii ¢ [ICT poACTBEHHUKY UMEIOT CXOIHbIe peHOTUITUYeCKIe
MPOSIBJIEHNs, KJIMHUYeCKask KapTHHA 3a00/IeBaHUs XapaKTepHu3yeTcs Mo-
JIMOPTaHHOCThI0. MaKCHMabHBI HPUPOCT TPU3HAKOB HAOIIOZAETCS
B MOZPOCTKOBOM BO3pacTe, HAUOOJIBIIYIO [IEHHOCTh UMEIOT KOCTHbIE Ha-
pyLIeHUs: 0COOEHHOCTH CTPOEHUS] U aHOMAJIMK TPYAHOM KJIETKU U MO3-
BOHOYHUKA |64, 65]. BbicoKas yacToTa OFHOTUITHBIX HapylleHUi cBujie-
TeJIbCTBYET O MaTOTeHeTHYeCKON OOIIHOCTH ¥ O3BOJIsIET PacCMaTPUBATh
UX KaK CUHTPOIHBIe, T. €. UMeloll[iie B CBOe OCHOBe CXOJIHbIe UM TOX-
JleCTBEHHbIE MOJIEKY/ISIPHBIE HapyLIeHUs MeTaboaudecKux cerei [199].

Heob6xomumocTb u3ydenusi 601bHbIX ¢ JICT NpOANKTOBaHA CJIOKHOC-
TSIMA IWArHOCTUKHU, OTCYTCTBHEM YEeTKUX KPUTEpUEeB U IpeJCTaBIeHUN
00 3THONOTUM U 3aKOHOMEPHOCTSIX HacJeOBaHUS MYJIbTU(PAKTOPHBIX
JCT, HesACHOCTBIO B OLieHKe TSHKeCTH KJIMHUYeCKUX NposBIeHui. Y nereit
vacrota /ICT noykHa ObITh BbIle, a AU(depeHINPOBKA Pa3TNYHBIX [HC-
IJIACTUYeCKUX (PEeHOTHIIOB CJIOKHee, TaK KaK OHHU IOJHOCTbI0 GOpPMUPY-
I0TCS [10 OKOHYaHMY [Iepro/ia ZIeTCTBa.
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CoBpeMeHHble MMMYHOTUCTOXMMUYECKHe U MOJIeKYJIApHO-TeHeTu-
JecKue UCCIIeJOBaHNS B OOJIBIIMHCTBE CJIy4aeB IOPOTH 1 MAJIOAOCTYIIHBI,
YTO JleslaeT 3HaHMe KIMHUYeCKUX IPU3HAKOB U aJITOPUTMOB IMaTHOCTUKU
JICT ocobento BaxkubiM [108, 112]. Tax, HampuMmep, fnaxe B 6ojee aua-
THOCTUYECKH TIPOCTBHIX CJIy4asx MOHOTEHHBIX 3a00JIeBaHUIT TOJBKO ISt
reHa pubpusvHa-1 (FBNI Ha 15q21.1) usBectHO 6osiee 1000 MyTanuid.
[1pu 3TOM MOJTHO# KOPPEJISILIY MEX/y TeHOTUIIOM U peHOTUIIOM OOHAapY-
XXUTb U He yAaJIOCh — OJIHU U Te Ke MyTaluu BbI3bIBAlOT CM, ceMeiHy0
SKTOINMIO0 XPYCTajMKa, CeMeWHYI aHeBpU3My aopTbl, MASS-cunipom,
cuuapombl Ilnpunriena — Tonbabepra u Beitna — Mapkesanu [355].
B cuHTe3e 27 TUNOB KoJiJlareHa NPUWHUMAIOT ydacTue 42 reHa, OmucaHo
6osnee 1300 myrauuii B 23 u3 Hux. PazHoo6Opasue MyTtauuii U ux ¢peHo-
TUNWYECKUX MPOABJIEHUN YCIOXHAET AWAaTHOCTUKY. MHOTOYMCIIeHHbIe
¥ OYeHb NPOTSDKEHHbIE 10 Pa3Mepy TeHbl KOJUIAr€HOB, OCOOEHHOCTH
CTPYKTYPBI U Peryysluy GyHKIUK TeHOB, KOHTPOIUPYIOUIUX CHHTe3 Oe-
KOB COeZIMHUTENIbHOM TKaHU U INTIUKOIIPOTEMHOB BHEKJIETOUHOT'O MaTpUK-
ca, Ipx BecbMa CXOJJHBIX KOHEYHbIX KJIMHUYeCKUX MPOABIEHUAX UX MY-
TalUi CO3MaI0T Cepbe3Hble MeTOIuYecKre TPYIHOCTH AT MOJIeKy I pHOM
nuarHoctuku JICT [37—41].

ITpu HHCT, BbI3BaHHBIX /le)eKTOM Pa3HbIX F€HOB, OTMEYaeTcs CXOA-
Has KJIMHUYecKas CUMITOMAaTHKa, MOSBIAIOTCA CTPYKTYpHbIe M3MeHe-
HUs1, 00YCIIOBJIEHHBIE TIOTEPSIMU TIMKO3aMUHOTTIMKAHOB M OKCUITPOJIMHA,
B pe3yJibTaTe cofiepkaHue TuanypoHoBoii KucaoTsl B CT cHUkaeTcs, oHa
TepsieT MPOYHOCTb U 37aCTUYHOCThb. DeHOTUNINYecKre U OpraHHble Mpo-
sSIBJICHUS 3aBUCAT OT TOTO, KaKas TKaHb MOpakeHa OOJiblle — IIOTHAS
WY pbixjas. [l BapuaHTOB C NperMyLeCTBeHHbIM ITOpakeHeM pPhIX-
JIOM TKaHU XapaKTepHbl U3MeHeHUsI CO CTOPOHBI KOXU (MCTOHUYeHue, T1-
1ep3J1aCTUYHOCTD ), YMeHbIlleHre MBIIIeYHON MacChl, IaTOJIOTXs OPTaHOB
3peHus, HePBHO, CepAiedHO-COCYANUCTOM U IbIXaTebHOM CUCTeM, TOYeK,
HapylleHue perapanuu TkaHeil. [TopaxeHue mwioTHoi odpopmierHoi CT
MaHH(becTUpyeT 0COOEHHOCTSIMU CTPOEHHS CKeJieTa U BKJII0YaeT acTeH -
YecKoe TeJIOCTIOXKeHHe, JJOIMXOCTeHOMEHI0, apaXHOJaKTHIINIO, edop-
MalMIo IPYJHOH KJIeTKHU 1 TO3BOHOYHUKA, IJIOCKOCTOIHE.

Crnoxuocts auarHoctuku [JCT ycyrybisieTcsi OTCYyTCTBUEM TOYHOTO
ompeJieJieHUsT XapakTepa M KoiudecTBa (CrieqUpUIHOCTH) MPU3HAKOB
[294]. B nutepaType MMPOKO MpeacTaBieHbl pabOThI, KacaloNIuecs: 0Co-
GeHHOCTe1 cepAILa, OpPraHoB JibIxaTeNbHOU crcTeMsl, KKT, movex, KpoBH,
HepBHOH cucTemb! pu JCT. Kak npaBuio, OHM NPOBOAATCA CleUaInC-
TaMH COOTBETCTBYOIIero npoduis. BMmecre ¢ TeM KpaiiHe peJiKo BCTpeda-
I0TCs1 pabOTBI, IOCBAIIEHHbIE KOMIIJIEKCHOMY 00C/IeZIOBaHHUIO U BBISIBIIE-
HUIO COYeTaHWH HapylleHWi BHyTpeHHUX opraHoB y gereit ¢ [ICT.
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Vicxons U3 JaHHBIX JINTEPaTypbl, MOXHO C/eNaTh BBIBOJ O TOM, YTO
JCT IpuBOAAT K NOJMOPraHHBIM U IOJMCUCTEMHBIM HapyLIeHUAM, KO-
TOpBIe KIIMHUYEeCKU MOTYT PacCMaTPUBAaThCs KaK CUHTpONHbIe. Hanbonee
U3y4YeHHBIMU fIBJIAIOTCA KapAauaibHble nposBieHus u CI'C, ocTaibHble
3JIeMEHTBI KJIMHUYeCKOi KapTUHBI 3y4eHbl XyKe. OCOOEHHO 3TO Kaca-
ercs mepudepudecKux COCyZOB, HEPBHOM cUCTeMBI, KOCTHOH TKaHU. JICT
ABJSAIOTCA (OHOBOY TATOJIOTHeEN /ISl Pa3BUTHS BbINIEYKa3aHHBIX Hapy-
IIEHUHA ¥ COCTaBJIAT UX KOHCTUTYLIMOHAJIBHYIO OCHOBY. ITofpITOXMBAA
ZlaHHBIE JIMTEePATYPBl, Mbl PEIINUJIA COCPEAOTOYUTHCA HA MaJIOU3YYE€HHBIX
acriexrax JICT ¢ Lesblo J0Ka3aTeabCTBa OJIMOPIaHHOCTH I1aTOJIOTUM.

B xoze aHanu3a my6IMKaLMil BHISIBUJIACh TAKXKe HEJOCTaTOYHas OCBe-
I[eHHOCTb BOIIPOCOB, Kacaromuxca anarioctuku JICT He TONBKO B OTe-
4ecTBEHHOH, HO U B 3apybexxHoii meyaTu. Tak, ecu B 80—90-e rr. XX B.
BOIPOCHI AMATHOCTHKY MOAPOOHO PacCMaTPUBAIMCh KJIACCUKAMU YIeHUS
o HHCT — P. Beighton, A. De Paepe, A. Gedalia, R. Grahame, R. Pyeritz,
TO y>xe B XXI B. CTaTb! [JaHHBIX aBTOPOB B IEPUOANYECKON IIeYaTy IpaK-
TUYECKU He BCTPevaroTcs. JJOMUHUPYIOIUMY CTalu CTAThU, MOCBALEH-
Hble yacTHbIM npobyiemaM JICT (IITO, pa3pbIBbI CBSI30K) WM TeHeTHYe-
CKO¥i IMarHOCTUKe PeIKUX HACJIe[ICTBEHHbIX 3a00JIeBaHII COeVHUTEIb-
Hoit TkaHu (H3CT). B To e BpeMs B OTe4eCTBEHHBIX MCCJIeZIOBAaHUAX
JACT mpeobnaaeT KOMIUIEKCHBIH mozaxoz. TakuM 0O6pa3oM, BO3HUKIIA
HeTUTUYHAs CUTYaL¥sl, KOT/la LIeHTP U3y4eHHs BaXKHOU MpoOJieMbl POJIU
JCT B natonoruu 4ejoBeka nepeseced B Poccuro. Ham Kaxercsa ymect-
HBbIM COCPeZJOTOYUTHCSA Ha Manon3y4yeHHbIX acnekrax [JCT, mpexze Bcero
Ha I0JMOPraHHOCTY JIaHHOW IIaTOJIOTUH, ee JUArHOCTUKe U JIeYeHUH Ha
OCHOBe KOMIUIEKCHOTO CHCTEMHOTO TI0JX0/ia K pobJieme.
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KAaccudpmkaumns MoHOreHHbIX
HAaCA€ACTBEHHbIX HapYylWeHHUH
COEAMHUTEAbHOM TKaHM

1.1. Kaaccndpmkaumns HaCA€ACTBEHHbIX HapyleHUi
COEAMHUTEAbHOM TKaHM.
PoAb reHeTuyeckux ¢pakTopoB B natoreHese

ITo MHeHHIO BeAiyIero crenuanucta no sonpocam HHCT npodeccopa
D. B. 3eMII0BCKOr0, B KJIMHUKe BHYTPEHHUX O0JIe3Hel HeT 6oJiee ClIOPHOM
¥ 3allyTaHHOU MPOOJIeMbI, YeM MpobJieMa JMarHOCTUKK M KJlaccuuka-
muu HHCT [108].

O6menpunsras knaccudukaiyss HHCT Bbizesisier 2 OCHOBHBIE IPYIIIIBL.

1) Monozennsvie 3aboneeanus (HaclefCTBeHHble 3a00JIeBaHUA
coenuHuTenbHOM TkaHu, H3CT) ¢ M3BeCTHBIM TUIIOM Hacjle[JOBaHUA U
OUYepYEeHHOW KJIMHUYEeCKON cumnromMarukoi: CM, CH/1, HecoBepLIeHHbIN
ocreoreHe3 (HO) u papn npyrux. B MKB-10 k knaccy XVII (Bpox/eHHbIe
aHOMaJIMM [[TOPOKU Pa3BUTHUSA|) OTHOCATCA CUHAPOMBI Dyepca — JlaHmo
(CHI;Q79.6), Mapdana (CM; Q87.4), HecoBepiieHHbIH ocTeoreHe3 (HO;
Q78.0). Ina H3CT c nokann30BaHHBIM JieHeKTOM M3BECTHBI MyTaHTHbBIE
TeHbl, KQXX/JOMY M3 HUX IPHCBOEH onpezeneHHbli mupp OMIM B siekT-
POHHOM KaTaJiore HacJeICTBeHHbIX 3aboneBanuii (http://www.ncbi.nlm.
nih.gov/omim) HarnoHanbHOTO LeHTpa OMOTEXHOJIOTMYecKON MHOP-
mauuu CIIA (NCBI).

2) Mynemudgaxmopnusie ducnnasuu coeOUHUMENGHOU MKAHU
(OCT). ICT — rpynmna HO30JIOTMYeCKUX (OpPM, KOTOPHIX OObeAuHSEeT
BOBJIeYeHUe B MaToreHe3 (pepPMEHTHBIX CHCTEM M CTPYKTYPHBIX OEIKOB
COeIMHUTEIbLHOM TKaHW, peXxze Bcero 6elKoB CMHTe3a U 0OMeHa KO-
JlareHa. DTo He e[jHasl HO30JI0THYecKas eJUHNUIIA, a TeHeTHYeCKU reTepo-
reHHas 'PymIa ¢ KOHCTUTYLOHAIBHbIMU 0cobeHHOCcTsiMU CT, KOTOpbIe
COCTaBJISIOT OCHOBY 77151 GOPMHUPOBAHNSA TATOJIOTUY PA3IUYHBIX OPTaHOB
[123].

Ipynmna ICT moxet 6biTh oTHeceHa K XIII kiaccy (60J1e3HM KOCTHO-
MBIIIEYHON CUCTEMBI U COeJUHUTENIbHON TKaHM). B nuTepaType nuMeror-
cs1 0000IeHHbIe JaHHbIe 0 KIMHUYeCKUX MpU3HaKax u kpurepusx JICT
y B3pocibix [108]. ¥ mereil knuHudeckad kaptiuHa JICT 3adactyto He pas-
BepHYTa IIOJIHOCTBIO, OTCYTCTBYIOT 00001IeHHbIe KIMHUYeCKHe PeKOMeH-
pauuu o auarsoctuke JICT.

B 2009 r. coBMeCTHO TepaneBTaMU U NeiJuaTpaMu B POCCUMCKUX pe-
KoMeHZanuAx «HacnescTBeHHbIe HApyIIeHUS COeJUHUTebHON TKaHU»
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YTBEep)KAEHO 7 AWCIIACTUYeCKUX CUHIPOMOB M (EHOTHUIIOB, BBeZIeHHE
KOTOPBIX B KJIMHUYECKYIO IPAKTHUKY MO3BOJIUAT CY3UTh I'PAaHULIBI TIPHIMe-
HeHus tepmuHa [ICT ¥ YTOYHUTH HO30JIOTMYECKYIO TPUHAAJIEKHOCTD
HHCT: nepBuuHbIii (M301MPOBAaHHBIN) IPOJIANIC MUTPAJIBLHOTO KJlanaHa
(IIMK); mapdaHonozo6Hasi BHENTHOCTb; Map(paHOMOA0OHbIi peHOTHIT;
3J1epconoA0OHbIi HEHOTHIT; CMeIIaHHbIi GeHOTHI; J0OPOKaueCcTBeHHAS
runepmobunsHocTh cyctaBoB (I'MC); HeknaccupuUUpyeMblil GeHOTHII.
B 2012 r. Bo BTOpOIi pejakLiuy peKOMeH/1aliii ObLT MCKIII0UeH CMelaH-
HBII (PEHOTHII U OCTABJIEHO 6 JUCIIACTIYECKUX CHHAPOMOB U (eHOTH-
nos [181, 182].

1.2. CuHapom Mapdana

Cungpom Mapdana (Marfan; CM) — HaciencTBeHHOe 3aboJieBa-
HUe, XapaKkTepusymwolieecs cucreMHbIM HapyiieHueMm CT (Q87.4; OMIM
154700). Tun HacjenoBaHWA — ayTOCOMHO-JOMHUHAHTHBIM C BBICOKOM
IIeHeTPAHTHOCTbIO U PAa3JINYHON 3KCIIPECCUBHOCTBIO. HacToTa AuarHoc-
THPOBaHHBIX ciy4aeB 1 : 10—15 Toic., Tshxensix ¢opm 1 : 25—50 ThIc. po-
OUBIINXCA. ManbuuKy U 1eBOYKY TIOPaXKaroTCs ¢ OJMHAKOBOM YaCTOTOM.

dTronorusa. CM BbI3bIBaeTCs MyTalUsAMU B reHe Geska GUOpUILIH-
Ha-1 (FBN1Ha 15q21.1) — rIuKonpoTenzia, y9acTBYIOIEro B MUKpoduo-
PUWLIAPHOY cucTeMe, 00eCrieYrBalolIeil OCHOBY 3JIaCTUYECKUX BOJIOKOH
CT. Y Bcex 60JIbHBIX B GHONTaTe KOXU U KYJIbType $prOpP0o6IacTOB BhISB-
JISIeTCSI CHYKEHUe YMCiia MUKPOQUOPUILIL.

Knuauyeckass KapTuHa. XapaKTepHO MpPOrpelueHTHOe TeuyeHue.
Y HOBOpOX/IeHHBIX OTMeYaloTCs apaXHOAAKTHIINA U IMHHbIE TOHKHE KO-
HeYHOCTH (foymxocTeHOMenus). BombHbIX CM OT/IM4YaeT BhICOKOe Gu3u-
JecKoe pa3BUTHE, JeQUIUT MacChl, fonuxonedanus, yAIMHeHHOe JIULO,
ZOJIMXOCTEHOMeNNS, apaXHOJAAKTUIINSA, TUIIOTIIa31s MBIIII ¥ OAKOXHON
KJIeTYaTKH, HeJIOBKOCTh /IBIKeHUi. Koxa runepanacTuyHa, CycTaBbl TH-
IepMOOHIIbHBI, YaCTO BCTPEUYAIOTCs BLICOKOE apKooOpasHoe Hebo, nedop-
Malluu IPYAHOI KJIeTKU (BOPOHKOOOpa3Hasi, KUIeBUIHAsI) ¥ aHOMAJIMU
II03BOHOYHUKA (CKONO03 B 60 %, k03, IOBEHUIIbHBIN OCTEOXOHZPO3),
TJIOCKOCTOMHe, CUCTOIMYecKui mym. JlmiHa I11 manbua kucru 10 oM 1 60-
Jiee (CKPUHMHI-TECT y JleTell IKOJIbHOTO BO3pacTa); yBeJIN4eHO COOTHO-
IeHre pa3Maxa pykK K ZyinHe Tena. IaTonorus opraHa 3peHus (MUOIUSA
BBICOKO# CTeNeHH, MO/IBBIBUX XpycTajnka — y 3/, 60JbHBIX, ero chepuy-
HOCTb WJIM YMeHbIIIeHNe pa3MepoB, OTCJIOMKA CeT4aTKH) U acTeHUdecKoe
TeJIOCTIOKeHNe CTAaHOBSATCS 3aMeTHbIMU B 1—3 roza, nedpopmanuu rpya-
HOH KJieTKu GpopMUpYIOTCS B 4—7 JIeT, cep/iedHO-COCYAUCTAs MaTOIOTHS
B 2—7 JeT 1 1o3Xe. VI3MeHeHus cKejieTa 04eBUHBI K 14—16 rofam.

XapakTepHbl MOpaKeHUs KPYIHBIX COCYAOB U cepaua (mo 90 %
00JIbHBIX), yYalle BCero OOHAPYXXMBAIOT TPOJIANIC MUTPAJBHOTO KJlama-
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Ha ([IMK), pacmupeHue aopThl BIUIOTH 10 aHeBpu3Mbl. Hepenku Gen-
peHHble WU TTaX0Bble TPbDKHU, BAPUKO3HOE paciiupeHre BeH, IPUBbIYHbIE
BBIBUXH, KPOBOTOYMBOCTD, HeponTo3, sM¢pu3eMa JIeTKUX, CIOHTAaHHBIN
mHeBMoOTOpakc. HTennexT cHkeH y 20—25 %, B 50 % ciy4yaeB UMeloTCA
HapyLleHNs 5MOLMOHANIbHO-BOIeBOH cdepbl. BmecTe ¢ TeM cpenut 60I1b-
HbIX CM 6bLH papaoH DXHATOH, pe3uzieHTh A. JIMHKOJbH U L11. ie Tosb,
My3bIKaHT H. [Taranunu, nucarenu X. K. Augepcer u K. Y. YykoBckuii —
JIIOAY, OTJIMYABIIMeCs BBICOKUM MHTEJJIEKTOM, SMOLIMOHAIbHOCTBIO, Kpe-
aTWBHBIM U HECTaHAAPTHBIM MBIIITIEHUEM.

JinarHo3. MiMeeTcs TpU POCTBIX PU3HAKA A7 0OHAPY)KEeHNUS apaxHO-
maKkTAnMu: npusnax I nansya, cumnrom LlTeiin6epra (Steinberg) — I masen
BBICTYIIAeT U3-3a TUIIOTeHapa [IPY CKaTOM KyJaKe; #puUsHax 3anscmesl, CAM-
nroMm Yonkepa — Mepnoka (Walker — Murdoch) — 3axoxzenue I nanbna
3a MU3MHeIl IPU CXBAThIBAHUM KUCTU B 00JIACTH JIy4e3alsiCTHOTO CyCTaBa
npyroit pyku (cMm. puc. 1); nacmueiil undexc (PeHTTeHONOTUYECKHUN TIpU-
3HAK) — CpeHAA JUIHA [IACTY, JieJleHHasl Ha CPeJHIO0 IUPUHY OTpe3ka OT
2-ii 1o 4-1 TACTHOM KOCTH, B HOpMe cocTaBJsieT 5,4—7,9, a ipu CM > 8,4,

B a

a

Puc. 1. IIpn3Haku I manbla v 3a0ACTbA:
a — cumnroM IlTeitnGepra; 6 — cumnrom Yoikepa — Meproka

JlrarHocTuKa 6a3upyeTcsi Ha MeXAYHapPOAHBIX [eHTCKUX KPUTEPUSX,
MOZUGUIPOBAHHBIX TPyMIoii 3KcrepToB B 2010 r. B 0CHOBY MOJI0KEHO
Bbl/leJIeHUe TPU3HAKOB, XapaKTepU3yIUUX BbIPAXXEHHOCTb M3MeHeHWUH
CT B opraHax u cucremax (cM. Tab. 1). TpeboBaHMs K AUaTHOCTHKE Pa3-
JIMYAIOTCA B 3aBUCUMOCTH OT IaHHBIX ceMelHOro aHamHesa [367].

Moduguyuposannuie I'enmckue xkpumepuu duaznocmuxu CM

ITpu oTCcyTCTBUM CeMeHHOro aHaMHe3a:

1) paciupeHue aopThl = 2G + 3KTOMKUA XpycTanuka = CM;

2) pacuiipenue aopThl > 26 + HaJauuue MyTauuu B rede FBN1 = CM;
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3) pacumpenue aopThl = 26 + = 7 CUCTeMHBIX [TPU3HAKOB = CM;

4) sKTONUA XpyCTaNUKa + Hajuuue MyTauuu B reHe FBNI + pacuiu-
penue aoptsl = CM.

ITpy HanMYMM ceMeMHOro aHaMHe3a:

5) aKTONMA XpycTanuka + caydait CM B cembe = CM;

6) =7 cucTeMHbIX TPU3HAKOB + ci1y4ait CM B cembe = CM;

7) pacumpenue aopTel = 26 + ciay4aii CM B ceMbe = CM.

B 15 % cnyyaeB cinyyan CM criopazaudeckue, poJUTeNN MOTYT UMeTh
cTepThie MPU3HAKK. B ceMbsix 60bHBIX BcTpeyatoTcs 3aboneBanust JKKT,
BepTeOpOreHHbIe HapylieHus, 6one3nu ra3. [Ipu mogospenun Ha CM
ob6s3aTesbHO odTasbMoOrnueckoe ob6cenoBaHue. B Modye 6GOJIbHBIX
OIIpefiesisieTCs MOBBIMIEHHOe COZep)KaHue OKCUIPOJIMHA, ITMKO3aMHUHO-
riukaHoB ([AT), HO JaHHBIe TIOKa3aTeyn HecleUIHBI U BCTPEYAIOTCS
Ipy Bcex HapyieHusx oomeHa CT, mpy 3TOM 9KCKpeLysi OKCHIPOJIMHA
oTpaXkaet TsKecTh 6osie3Hu. HapyuieHa QyHKIMs TPOMOOIIUTOB.

ABTOpBI KpUTEpUEB Ha OCHOBaHMU 06cenoBanus 320 mereii ¢ CM u
1009 npob6aunoB ¢ Mytauusivu reHa FBN1 moa4epKkuBaioT, 4To AXAarHO3
CM B JeTCKOM BO3pacTe BbI3bIBA€T OCOObIE 3aTPYAHEHUS U BO3MOXEH
Ha OCHOBaHMHU I'eHTCKUX KpUTepueB JHUIIb § 56 % HOcuTesell MyTaluu
[314].

Tabnuya 1

O1jeHKa CUCTeMHbIX MIPU3HAKOB BOBJIeYeHN S COeJUHNTENIbHOU TKAaHU

ITpusHaku Bannbt
CoueTaHue MOJIOXKUTeIbHBIX IPU3HAKOB | Masblia U 3anACTbA 3
ITpusHaku I masbia 1 3aMACThA IO OTAEILHOCTU IMo1l
KuneBunnast nepopmarius rpyaHoii kietku (6osee criermduyna uisi CM) | 2
BopoHkoo6pa3Has nepopMariys Wik aCUMMeTPUs IPYAHOI KIETKH Io1
MenuanbHOe cMellleHUe MeIiabHOM JIOABDKKY, IPUBOJLIee K II0C- 2
KOCTONUIo (CM. pHc. 2)
ITnockocronue 1
ITHeBMOTOpaKC 2
ITosAACHUYHO-KpecTI0Bas AypajbHas 3KTa3us 2
IMoxTBEpXI€HHAS PEHTI€HOJIOTUYEeCKH IIPOTPY3HsA BepPTIyXKHOM BIau- 2
HbI JII00O0J! cTenieHn
CHUXeHHUe COOTHOIIEHNsI BEPXHEro U HIDKHero CerMeHTa TyJI0BHIIa
(< 1,0y nereit 0—5 net; < 0,95y fereii 6—7 net; < 0,9 y neteit 8—9 ner; 1
< 0,85y meteii crapiue 10 sieT) + COOTHOLIEHUe Pa3Maxa PyK K JUJIMHe Te-
na > 1,05 + ckonno3 1—2-ii cTenenu
CKkoro3 uiu KupoCcKoIno3 1
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Oxonzanue mabn. 1

IIpusHaku Bannel
CHmxeHre BO3MOXXHOCTH BBIIPAMIIeHUA JOKTA 10 170° 1 meHee 1
Hanuuue 3 yepenHO-/MIEBbIX TIPU3HAKOB U3 5 (momuxoredans,
9HO(TaNbM, aHTUMOHTOJIOU/THBII pa3pe3 Ii1a3 WK CMellleHre ITa3HbIX 1

1esieil BHU3, TUTIONJa31sA CKYJIOBBIX KOCTel, peTpOrHaThs)
KoxHnble crpun

Muonus > 3D

ITponamnc MUTpaNbLHOrO KJlanaHa (Bce TUIIbI)

MaxcumaibHo: 20 6aijIoB; 3HAYUMbIM SIBIISIETCSI HAJIMYKe > 7 GaiioB

AuddepennnanbHblii AUAarHo3 ¢ 3a6o0jeBa-
HUSIMU, UMEIOIMI MapdaHOMOA00HbI HeHOTHTL.
YuuTbIBasg CJIOXHOCTH MOJIEKYJIAPHO-TeHeTh4e-
CKMX HucciaefoBaHuil, auardoctuka CM u cunz-
POMOB, UMEIOLIMX C HAM 0OIIve MpOosiBIeHNs, 0C-
TaeTCs KJIMHUYeCKoW 3azaded. Eciam y manumenTa
OTCYTCTBYIOT ZIBa OOJIBIINX KPUTEpHs B JIBYX CHC-
TeMax U NPU3HAKYA BOBJIEYEHUs TPeTbel, AUarHo3
CM He MoxeT ObiTh mocTaBieH. Cpemut GIM3KUX
K CM pacnipoctpaHneHsl 1 oTHOCcATCA B rpynme JJCT:
MapdaHonofobHasi BHeITHOCTb, MASS-deHoTHII,
cuHApoM runepmobuabHocT  cyctaBoB  (CI'C)
Y HaCJIe/ICTBeHHBIN IIPOJIaNiC MATPAJIbHOrO KJlaraHa
(IIMK) (cM. HUXeE).

Jleyenue. [IpOTUBONOKA3aHbI TsKeTble GU3H-
Yeckue Harpy3ku. C paHHero Bo3pacra IpOBOAATCA
Kypcel Maccaxa u JIOK. PekomeHzyeTcs XUpypru-
YecKoe JiedyeHue IaTOoJIOTUH I71a3, CepAevHbIX Kia-
IIaHOB M aHeBpU3M. [I1A MpenoTBpaleHus pa3Bu-
THS aHeBPU3Mbl AOPThI PUMeHAIOTCs B-6710KaTophl. Bosee moapo6HO
JiledeHye OIIMCaHo B paszene 2.11.

IIpOorHo3 3aBUCUT OT TSKECTH IOPAXEHUA CepAllda U JIETKUX.
VHBanuaM3anys HaCTyIIaeT 3a cyeT naTooruu 3peHus. Haubonee yacras
IPUYMHA CMEPTH — NOCJIeACTBUA IOPaKeHU! cepAiLia U COCY/OB.

Puc. 2. MenunanbHOe
CMellleHre Meauab-
HOW JIOABDKKU, IpU-
BOJsIIEee K IUIOCKO-
CTOIIMIO

1.3. CuHApoM DAepca — AaHAoO

Cunppom Dnepca — Jaunno (Ehlers — Danlos, CH/T) — 3aboneBa-
HUe, 00OYCIOBIeHHOe PAa3HOOOPa3HBIMU MyTalMsMU B TeHaX KoJulareHa
7M0O0 B reHax, OTBEYAIOIMX 33 CUHTe3 GepPMEHTOB, TPHHIMAIOLINX YIaCTHe
B CO3peBaHMM BOJIOKOH KoJutareHa (Q79.6). XapaktepusyeTcst Tuepanac-

21



TUYHOCTBIO KOXKHU, TIOAKOXHBIMU ChepyIamMu, nepepasrubaHieM CyCTaBOB,
PaHUMOCTBIO TKaHeH 1 reMopparuyeckuM CUHAPOMOM. VicTuHHasA pacipo-
CTPaHEeHHOCTh HEM3BECTHA BCJIE/ICTBHE CJIOKHOCTH BepuUKauu U 60Jb-
IIOTO YKCJIA JIETKUX GOPM, 4acTOTa JMarHOCTUPOBAHHBIX Ciy4daeB 1 : 5 ThIC.
ponuBIIKXCS, TsKeTbie GopMbl Berpedarorcs pesko (1 : 100 Toic.).

dtronorua. CB/l — rpynna 3a6oneBanuii CT, pa3iInuyaommxcs 1o
TUIy HACJIeZIOBAHUS, KIMHUYECKUM OCOOEHHOCTSIM U OMOXUMHUYECKOMY
nedexTy. B 60JIbIIMHCTBE CyYaeB HACIeAYeTCs IO ayTOCOMHO-IOMUHAHT-
HOMY THILy, COIIPOBO/IaeTCs yMeHblIeHeM KOJIU4YeCTBa WU U3MeHeHu-
eM CTPYKTYPhbI KOJIJIareHa.

Knaccugukanus. B renerndeckoit kiaccupukanuu onucano 11 tu-
TIOB ¥ PsAZ TIOATHIIOB C Pa3HbIM HACJIeJOBAaHNEM, KTMHUIEeCKUMH 0COOeH-
HOCTSAMH U OMOXUMUYeCKUMHU Jepektamu (Tab. 2).

AuarHoctuka CDJ] 6Gasupyercs Ha MeXIyHapoAHOW Buiibg-
paHIICKO Kiaaccupukauuu (Tabi. 2), NPUHATON KOMHUTETOM 3KCIIEPTOB
B 1997 1. [289].

O6beM o6cieoBaHKA ONpesiesisieTcsl HaJIMYMeM BelyIiX KINHUYe-
CKUX NPU3HAKOB 3abosieBaHus. CyliecTBEHHOe 3HaYeHUe MMEIOT TeHea-
JlorrvecKkoe 0OC/eZIoBaHMe W MOJIEKYISIPHO-T€HEeTHYeCKe MeTO/bI 1ua-
THOCTHUKHU.

[nsa muarHoctuky CD/I He0OXOMMO BBINOJHATD Cleaylomiye Tpe6o-
BaHUS:

— JUIS1 KTUHUYeCKOii IMarHOCTUKY HeOOXOAMMO HaJIn4ue XOTs ObI 07
HOTO GOJIBIIOTO KPUTEPUS;

— TIpU COOTBETCTBYIOIIMX BO3MOXXHOCTSIX Hajuuue OoJiee OFHOTO
00JIBIIOTO KPUTEPHUsl rapaHTHpyeT noAaTBepxkaeHre CD]I Ha nabopaTop-
HOM YPOBHE;

— MaJIblil KpUTEPUI ABNSETCS MPU3HAKOM, 00J1a/Jal0NMM MEHbIINM
YyPOBHEM JMAarHOCTUYECKO# crerpuyHocTy. Hammyue ongHoro wiu 60-
Jlee MaJIbIX KpUTepPHUEeB BHOCUT CBO¥ BKJIaZl B AMAaTHOCTUKY TOTO WJIK MHOTO
tuna CO/I;

— B OTCYTCTBHe GOJBIIMX KPUTEPHEB MaJIble He SBJIAIOTCS JOCTaTOU-
HBIMHU J/IS1 yCTaHOBJIeHHUs inarHo3a CD/I. Tak Kak BCTpedaeMoCTb y 60Jib-
HbIX CD/] MaJIbIX KPUTEPHEB CYLIECTBEHHO BbIIlle, 4eM OOJIbIINX, HaTu4IKe
TOJIbKO MaJIbIX KpUTepueB ZlaeT OCHOBAaHUe Il AUAaTHOCTUKY 3J1epCOIo-
no6Horo deHoTuna.

Anddepennyanbubiii auarao3 c¢ [ICT. B ciydae HeBBINOJIHEHUsA
cooTBeTcTByIOIUX KputepueB 'MC /10JKHa paccMaTpyUBaThCsA KakK camo-
CTOATEIbHOE COCTOSIHMUE.

Jleyenme. Borarast 6eJKOM JieTa, KOCTHbIE OYJIbOHBI, CTY/HH, 3aJIB-
Hble Gmona. Kypcel Maccaxa, ¢usuorepanuu, yedeOHass QUIKYJIbTypa.
ITocuHapoMHas Teparus, 3aBUCAIIASA OT BbIPaXKeHHOCTH OPraHHBIX M3Me-
HeHUii. MesikaMeHTO3HOe JiedeHte C UCT0JIb30BaHNeM aMUHOKHUCIIOTHBIX
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(KapHUTUH, HyTPaMMHOC), BUTaMUHHBIX (BuTamuubl D, C, E, B, B,, B),
MUHepaJIbHbIX KOMIIJIEKCOB (MarHe B, Kanbuuii-D, HUKOMe/, MarHepor),
XOHIPOUTHHA TNEPOPATbHO M MECTHO, TJIIOKO3aMUHCY/Ib(ara, OCCEHH-
TU/IPOANaTUTHBIX KOMILTEKCOB (OCTeOKea, OCTEOTeHOH, KaJbLMMaKC),
Tpoduyecknx npenaparos (AT®, pubokcuH, nenuTiH, kKopepMeHT Q, ).
Ykas3aHHble NpenapaThl IPUHUMAIOTCA COYeTaHHBIMU KypcaMu 2—3 pasa
B IOl IPOJIOJDKUTENbHOCTBI0 1—1,5 Mec. Takke JiedeHue OMMCaHoO B pas-
nene 2.11.

IIporHo3 GJaronpusATHLIN, cepbe3Hee mpu I (BciencTBue apTpomna-
tHit) u IV (BcencTBre KPOBOTeUeHHI M pPa3phIBOB COCYZIOB) TUIAX. JleTeit
cJIelyeT OpUeHTUPOBATh Ha BBIOOP mpodeccu, He CBSA3aHHOM ¢ pusude-
CKUMH Harpy3kamu, paboToii CTOs.

1.4. HecosepuieHHbIV OCTeOreHes

HecoBepiueHHblii octeoreHe3 (HO; osteogenesis imperfecta, 6osie3Hb
Jlo6reitHa — Bposiika) — HaciezicTBeHHOe 3a00JIeBaHue, IPOSIBIISIOIIee-
Cs1 IOBBILIEHHOM JIOMKOCTBIO KOCT€H, Jallie BEI3BAHHOE MyTallUsIMU B reHax
kosutareHa I tuna (Q78.0). Yacrora y HoBopoxzaeHHbIx 1 : 20 000 [167],
HauboJsiee pacrpocTpaneH IV Turl.

dtHonorusa. OnHo 13 HarboJiee YaCTHIX MOHOTeHHBIX 3a00JIeBaHuit
CT, BbI3BaHHOE MYTallUsIMU B TeHaX, KOAUPYIOIINX CUHTE3 O - U O,~LeTein
KosutareHa I tuna. Knauuudeckuii momiMopdu3M 00yCIOBIEH XapakKTe-
POM MyTaLUi: MHCePLNH, [ieIelIVH, CIVIaiCHHTOBble ¥ HOHCEHC-MyTalux
(Bcero omucano cepime 160). Myrauuu resa KoJulareHa o, IPOTEKarOT
bmaronpusaTHee, deM o,. Hepeaku crmopapmdeckue ciydad. CHIDKeHa
nuddepeHIPOBKaA 0CTe06IACTOB, HAPYIIEHO OTIOXKEHHE COMell Kalblys
1 hocdopa, HeoCTaTOUHA TPOAYKIIKUSA U 3a/iepKaHa pe30pO1LHsi KOCTHOTO
BellleCTBA, YTO IPUBOAXT K HaPYIIEHUIO S3HAOCTaIbHOTO U IePUOCTaIbHO-
IO OKOCTeHeHHUs.

Knaccupukanus. OnvchiBaOT 10 8 BUIOB reHeTHYeCKUX eeKToB.
[To KTMHUYECKO# KapTHHe BbIAeNAT 4 Tuma (Tab1. 3).

Knunnyeckasa kapTuHa. TUnryHbI NIPU3HAK — CKJIOHHOCTD K Ilepe-
JIoMaM TpyGYaThIX KoCTel, pebep M KIIOUMI] IPH MUHAMAJIbHOW TPaBMe;
4eM paHblile BO3HUKAIOT MPOSIBJIEHHs1, TeM TsDKeslee IpoTeKaeT 3ab0JieBa-
HYe. [Ipyrue aHOMaJIuK: YKOpPOYeHe ¥ UCKPUBJIeHWe KOHeYHOCTel Bees -
CTBHE [IePeJIOMOB, MbIllledHbIe aTPODHH, Pa300NTAHHOCTD MM KOHTPAKTY-
PBI CYCTaBOB, TOJy6ble CKIIEPHI, XKeJITO-KOPHYHEeBbIH 1BeT 3y60B, nedopma-
111V TIO3BOHOYHYKA U TPYAHOM KJIETKH, JUIUTeIbHOe He3apalleHre pOAHUY-
KOB U IIIBOB 4eperna, peobJiajaHye 3a CYeT 3TOr0 MO3rOBOTO 4Yeperna Hajl
JIULEBBIM, OTOCKJIEpO3. IlepesioMbl XOpOIIO CPacTarTCs ¢ 06pa3oBaHUEM
KOCTHO¥ M03071. HexapakTepHbl iepesioMbl KOCTeH yepera.
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Mletr 9acTo 06e3IBIKEHBI, OTCTAIOT B COMaTU4eCKOM Pa3BUTUH, HEPELKO
BO3HMKAIOT [THEBMOHUY U 3TIU30/bl Cep/iedHOM HeJoOCTaTOYHOCTH.

AunarHo3s. Juaznocmuzeckue Kpumepuu:

1) noBelmeHHas JOMKOCTb KOCTel;

2) rosy0ble CKJIepEI;

3) JKenTble, «<SIHTapHbIE» 3yOb;

4) 0TOCKTEPO3.

PeHTreHosmorn4eckre U3MeHeHUs B Auadu3ax TPyOUaTHIX KOCTeNl:
nudysHblit O BIUIOTb 710 TPO3PAYHOCTH KOCTH, Pe3Koe UCTOHYeHKe KOp-
TUKAJIbHOTO CJI0S1, yMeHbllleHNe [olepeyHuKa Juagr30B ¢ pacipeHueM
MeTadu30B, CeTYATBIN PUCYHOK IyOUaToOro BeliecTBa, MHOXECTBEHHbIE
KOCTHBIE MO30JI1, UCKPUBJIEHNe 10/ BIUsAHMeM TAru Mblmi. IIpu ompe-
meneHuu knupeHca ocdaToB 1 KaabLus 10 KpeaTUHUHY CHIDKeHA UX I10-
yeuHas peabcopbius.

JAnddepeHnuanbHbIii AUATHO3 C Pa3IMYHBIMU GpOpMaMU paxuTa,
runodocdarasueil, 0BeHUIbHBIM UaronatudeckuMm O, MeTadu3apHbIMU
XOHZPOAUCIIA3UAMU.

Jleyenme. Illanamuit 06pa3 xu3HU. Opromeandeckas KOPPeKIUA.
Maccax, Qusnorepanus (MHAYKTOTepMUs, 3JeKTpodopes € CONIMU
KanbLus). IIpu HeneTanbHbIX GOpPMax akTHBHAs QU3MOTepanus B paH-
HeM JIeTCTBe AaeT JIydIlnii pe3yJbraT, 4eM OfiHa TOJIbKO OpTollefudecKas
nomomb. [luera, 6oratas Genkowm, kKanpuueM, ¢pocdhopom M MarHuem,
sutamunbl C, E, B, B,, B,, 61o06aBky, conepxkaiye aMAHOKHUCIOTBI
(rMIuH, MeTHOHWH, JIM3UH, NPOJIMH, IJIIOTAMHUH), XoJeKaabLiudepon
B Jle4eOHBIX 03ax (10 8—10 Tbic. ME) unu okcuneBut (1—1,5 MKr/cyT),
¥l CPEZICTBA, COZIePKAII¥e Kablil, KApOOHATHI (BUTAKAJIbIUH, KaJIbIUi-
D, HEUKOMe/) MJIM OCCeMH-TUAPOKCHANaTUTHbIE KOMILIEKChI (OCTEeOreHOH,
ocreokea). [TpenapaTbl Kanbius v propuzbl Mano3hPeKTHBHEL

BudocdonaTs! (3THAPOHAT, TAMUIPOHAT, aJIeHIPOHAT, HEPUPOHAT)
00671a/1al0T aHTUPe30POTUBHOIN aKTMBHOCTHIO. BHyTpHBEHHOe BBe/eHUe
namuziponara (0,5—1 Mr/Kr) uau npreM ajeHJpoHaTa yay4liaeT KayecT-
BO JKM3HH OOJIbHBIX ¥ TOPMO3UT Pe30POLIMIO KOCTeH, CHIKAeT PUCK Iepe-
JIOMOB ¥ YMeHbIIIaeT 60Jb. [ITuTebHO Ha3HA4aloT 3TUApoHat (10 Mr/Kr
B CyTKYM BHYTPUBEHHO 3—7 /iHeil B MecsLl UK BHYTPb 20 MI'/KI KypcaMu
1o 30 nueit). [Tpu HO III Tuna paHHee Havaso jedeHus (co 2-ro Mecsna
’KM3HU) HePUAPOHATOM OKa3blBaeT IOJIOXKUTeIbHOE BIUsAHNE Ha POCT pe-
OeHKa U yMeHbIIaeT YacTOTy I1epeIoMOB, IPUMeHeHue C 6 MeC. TPUBOAUT
K CHIDKEHHUIO YacTOThI TepesoMoB. IIpu negopmauusax NpoBOAAT KypChl
KOHCepBaTUBHOI Tepanuy, FOTOBS NMALMEeHTOB K ONePaTUBHBIM OpTOIle-
ZIMYeCKVM MeTo/iaM JiedeHus. Pa3paboTaHbl HaydyHble OCHOBBI M HAYaThI
KJIMHIYeCKYe VCIIBITaH!A 110 TeHHOM Tepanuy 3a60JieBaHuUs.

IIporHo3 110X0# py paHHUX ¢opmax. HYacras npuduHa rubenn —
MH}EKIIOHHbIe 3a00JIeBaHNs, CBA3aHHBIE C 00€3ABIKEHHOCTBIO.
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https://gastroscan.ru/handbook/385/5968
https://gastroscan.ru/handbook/385/8148
https://gastroscan.ru/handbook/385/15612
https://gastroscan.ru/handbook/385/8885
https://gastroscan.ru/handbook/385/8896
https://gastroscan.ru/handbook/385/7886

1.5. Apyrme MOHOreHHble HACAGACTBEHHbIE HapyWeH!s
COCAMHUTEAbHOWN TKAHU

CywectsenHyo nomolius B Auarsoctuke HHCT oka3biBaeT KIMHUKO-
reHeaJOrnyecKui aHamu3 ¢ 06s3aTebHBIM OCMOTPOM MaKCUMaJbHO BO3-
MOJHOTO 4MCJIa PO/ICTBEHHUKOB IIpobaH/a.

MuddepenianpHas [UarHOCTHKA HAC/IEe[CTBEHHBIX CUCTEMHBIX 3a-
OoeBaHMii CKeJleTa UMeeT [epPBOCTeNleHHOe 3HaueHre B OPTOIe/In4ecKoi
IpaKTHKe, XOTS OHA CJIOXKHA U3-3a CX0XKeCTU KJIMHUKO-PEeHTIeHOJIoTnye-
CKO¥ KapTHHBI MHOTHX HACJIe/ICTBEHHBIX 3a00JIeBaHNUI1 CKesleTa U cepbe3-
HBIX OTPaHUYEeHUH MOJIEKYJIAPHOIO TeCTUPOBAHUA MyTallUi B IIPaKTH4e-
CKOW MezniuHe. VIMEHHO MO3TOMY TaK Ba)KeH KOMILJIEKCHBIA MOJXOJ
K BoigBieHnio HHCT c¢ ucnosnb3oBaHueM KIMHMKO-TeHeaJlorn4ecKoro
MeTOZia, JaHHBIX aHaMHe3a GOJIe3HH U XXU3HU MallieHTa, eAUHBIX MpU-
HIIUIIOB KJIMHMKO-MOP(0JI0rnieckoro o6cieoBaHus 60IbHOTO U YJIEHOB
€ero CeMbH, a TaK)Xe KpUTepreB ANarHOCTUKY.

YacroTa KOCTHBIX AUCIUIA3UN CPe/IN KUBO- U MEPTBOPOKAEHHBIX 10~
cruraert 3 : 1000. [TepuHaTanbHas 1€TalIbHOCTh Cpei GOJbHBIX C ITATOJIO-
rueii ckesera cocrasiset 9,1 : 1000, npy 3TOM IPUYMHAMY CMEPTH CIIyXKaT
B OCHOBHOM MAaHaAmopopmuas ducmpogus, axoHOponaasus u axoudpoze-
He3 [206]. CoBpeMeHHbIe KJIacCUPUKAIIMY CKeJIETHBIX UCIIIa3Uil COCTaB-
JIAIOTCSA, TJIABHBIM 00pa3oM, Ha OCHOBE PEHTreHOJOTHMYECKHX JIAHHBIX.
B coOTBeTCTBUY € MeX/YHaPOAHONW HOMEHKJIATyPOM CKeJIeTHBIX JUCILIA-
3Wii pa3NUYaloT 6 TPy HACIeICTBeHHbIX 3aboeBaHuii ckenera [206]:

1) ocmeoxondpoducnnasuu, o KOTOPEIMUA TOHUMAIOT aHOMAJIUU
pocTa M pa3BUTHA XpAllell U KocTell (aXOHZApOreHe3, fuacTpodudeckas
IUCIIIa34s, KaMIIOMUeIndecKas AUCIUIa3ns, CMHHAPoM JIapceHa, YepernHo-
KJIIOUMYHAs AWCIUIA3Ks, TMIOXOHAPOIIA3us, CIoHAUIoMeTadu3apHas
IWCIIIa34sl, MHOXKECTBEHHbIe XPAILIeBbIe IU30CTO3b], 3HXOHAPOMATO3, HO
Y MHOeCTBO JIPyTUX BapUaHTOB);

2) du30cmo3st, BbI3BaHHbBIe aHOMAJIMAMY Pa3BUTHSA OT/ENIbHbBIX KOC-
Teil WM UX KOMOUWHAIMi (KPaHMOCHMHOCTO3, aKpoliedasoCHHAAKTUIIHS,
OKYJIOaypUKYJIOBepTeOpabHbIN CUHAPOM, CIIOH/IUIOKOCTAIbHBIN IU30C-
TO3, SKTPOZAKTHJINSA, CHHAPOM TPOMOOLWTONEHNN U aljia3uy JIy4eBoii
KOCTH, CUHIDOM <«pyKa — cepALe» U fp.);

3) uduonamuzeckuit ocmeonu3 — 3a601eBaHuUs, COPOBOK/AOIIM-
ecsi MHOT0O4YaroBoii pe3opoOiiueii KOCTHON TKaHW. [Py 3TOM BBIAEJSIOT
M30JIMPOBAHHBIA (ajlaHTeabHBIN, M30JIMPOBAHHBINA MPeIUII0CHEBO-3a-
TSCTHBINA MO0 cOYeTaIuiics ¢ HedpomaTHeil 0CTe0n3, MYJIbTHUIIEHT-
PHUYECKUI OCTe0Nn3;

4) cocmoanua, conpoeocoarouiuecs 606JeTeHUEM 6 npouecc
xocmnot mxanu (CM, BpOXIeHHas KOHTPAKTYpHasl apaXHOAAKTHIINA,
HeiipopubpomaTo3, cuaapom KokkeiiHa u fip.);
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5) ckenemnaa namonozus, C6A3AHHAA ¢ XPOMOCOMHBIMU abep-
pavuamu,

6) nepeuinsie memabonuzeckue napywenusn (runopocdaremu-
YeCKUN PaxuT, BUTAMUH-D-3aBUCUMBIN paxuT, runodocdarasusi, MyKo-
TOJIMCcaxapuo3, MaHHO3U03, GyKo3uzo3, 6one3nb Humanna — Iluka,
rOMOLMCTUHYPUS, CUHAPOM MeHKeca U Ip.).

CyIecTBeHHBIN HeJJOCTATOK NaHHOW KIIacCU(UKAIUU COCTOUT B TOM,
YTO B Hel He y4YTeHa 3TUOJIOTMSA CKeJIeTHBIX JUCILIA3UH, B CBA3U C YeM
COBEpIIEHHO pa3Hble M0 NPHUpoje 3a00JieBaHUS TOMAAIOT B OAHY IPYII-
ny (Hanpumep, CM 1 HeiipopubpoMaTo3 OTHECEHBI K OZHOM, YeTBEPTOI,
rpynmne).

[TepBbIMM NIPOABJIEHUAME CO CTOPOHBI ckeseta pu HHCT Hepeznko
SBJIAIOTCS JIUCIUIA3usi Ta300e/[peHHbIX CYCTAaBOB, CKJIOHHOCTb K TpaB-
MaTU3aluM KOCTHO-CYCTAaBHOIO allapaTa B pojilaX U TAXeJoe TedeHue
paxuTa, HECMOTPS Ha NMPOBOAUMYIO NPOQUIAKTUKY U JiedeHue. ITocie
3-J1eTHEro0 BO3pacTa XapaKTep CKeJIeTHbIX HapyLIeHU BO MHOTOM OIIpe-
ZieTIsieTcsl KIMHUYeCKUM BapHaHTOM TedeHHs 3a00ieBaHNsA. Y aLIeHTOB
B KJIMHUYECKON KapTHHe JOMUHUPYIOT: JOJUXOCTEHOMEINS, apaXHOJaK-
TUnus, 60Jee BbIPaXKeHHAs CO CTOPOHBI TaNbLEB CTOI, CKOJIHMO03, KO3,
NaTOJIOTUYeCKUii JIOP/I03, CUMIITOM «IIPSAMOM CNKHBI», KUJIeBUJHAsA, BO-
POHKOOOpa3Has rpyAHas KJeTka, IJIOCKOCTOIHe.

HHCT c 31epconojo6HbIM (peHOTUIIOM dalle BCero XapaKTepu3yeTcs
TJIOCKOBAJIbTYCHO# ycTaHOBKO# cTom, I'MC, HecTabUIBHOCTBIO IeHOTO
orzena no3soHoyHuka (IIIOII), BAnoi ocaHKoM U ckonuo3oM. HaunHad
¢ 10—12-netHero Bo3pacta 60JIbHBIX GECTIOKOAT 6OJIU B CycTaBax ¥ MO3-
BOHOYHHUKe, 00YCJIOBJIEHHbIE apTPONAaTHel, IereHepaTUBHBIMU HU3MeHe-
HUAMHU CYCTaBOB, PAHHUM OCTEOXOHZPO30M, Irpbikamu IlIMopis, ocreo-
¢uramu. JlomoMHATENbHbIE MHCTPYMEHTAIbHbIE UCCIIeJOBAHUS BBISBIISA-
10T ocreoneHuto (OII) oceBoro ckesuera U HepeAKO 3afepXKy KOCTHOTO
BO3pacTa.

B HacroAmel ri1aBe IpeANpUHATA IIONBITKA CACTEMaTU3alUM Ha-
CJIe/ICTBEHHBIX 3a00JIeBaHUI CKeJleTa B COOTBETCTBHMHU C TPUHATON MeX-
IYHapOJHON HOMeHKIaTypoli OMIM c y4eTOM MOJIEKYJISPHO-TeHeThYe-
CKUX ¥ OMOXMMHUYeCKUX OCHOB 3THOJIOTHMH ¥ IaToreHe3a. [1pu aToMm 6yayT
obcyxaarbes Tonbko Te HHCT, KoTOpble 00yC/IOB/IEHbI T€HETHYeCKIMHU
nedexTamu 6eIKOB BHEKJIETOYHOTO MaTpHKca, GpepMeHTOB nX GUOCHHTe-
3a, a TaK)Ke OeJIKOB, YYaCTBYIOIMX B perysanuu MmopdoreHesa CT, B ep-
BYIO 04epenb TpaHCHOPMUPYIOIMX 13 puOPo6IaCTHBIX HAaKTOPOB POCTA,
VX PELeNTOPOB ¥ aHTarOHUCTOB, @ TAK)KE TPAHCKPHUIIIMOHHBIX HAaKTOPOB.
BHe nosnist 3penust octanytcst HHCT, o6ycioBieHHble fedpekTamu OeKoB,
B3aUMOZIEHICTBYIOIIMX C 3JIeMEHTaMU BHEKJIETOYHOIO MAaTPHKCa, OEJIKOB,
y4acTBYIOIVX B PETYJIALNNUN Pa3BUTHUSA ClIeNUPUIECKIX COeJMHUTENTbHBIX
TKaHell 1 136KUpaTebHO SKCIPEeCCUPYIOMUXCS B paHHEM 3MOpHOreHese.
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VICK/TIOYMM TaKKe U3 paCCMOTPEHMS XPOMOCOMHBIe O0JIe3HH, TaK KaK 13-
MeHeHHs CKeJleTa TPy HUX dallle BCero HOCAT Hecrmenupuyeckuil xapax-
tep. Kpome Toro, Mbl orpannuumcst Tonbko Temu HHCT, MoneKysipHO-
reHeTHYecKre OCHOBBI KOTOPBIX CTaJI M3BECTHBI B pe3y/ibTaTe OTKPBITUS
COOTBETCTBYIOIIMX '€HOB, MIEHTUDUKALIMU MyTalliil y G0JIbHBIX U OTIHCa-
HUS TIEPBUYHBIX OMOXUMUYECKUX 1ePeKTOB.

1.5.1. HacreACTBeHHbIe HapylweHUs: COEAMHUTEAbHON TKaHM,
COMNpoBOXKAatoWMecsi MapPaHONOAOOHbIM (heHOTUIIOM

B Tabn. 4 mperncraBieHbl BapUaHThI HAC/IECTBEHHBIX CKEJIETHBIX JIUC-
TJ1a3ui ¢ MappaHonon06HbIM (eHOTHIOM [84, 87]. PSIOM C HO30JI0TMYeCKOit
dopMoit ykazaH HoMep 3a00J1eBaHKA MO KaTaJIory HAac/le/ICTBEHHbIX 3a0071eBa-
Huit B. MaxkKerocuka (www.ncbi.nlm.nih.gov/OMIM). MyTauuiy B KOpOBOM
KOMITOHEHTe MUKPOUOPHII 3/1aCTIIECKIX BOJIOKOH — Gpubprumne-1 — oT-
BETCTBEHHBI 3a Knaccudeckuii I Tun CM U 3a 5 ajjienbHbIX BApUAHTOB, Bbljie-
JIsIEMBIX KJIMHULIMICTaMH B CAMOCTOSITeNIbHbIe Ho30JI0rm4eckrie GopMel [304].

Bropas uzopopma ¢pubpusvHa nedpekTHa npu cuHApoMe Buiica —
KOHTPAKTYPHO! apaXHOAAKTUJIUU C TSKeNbIM KA(POCKONIHNO30M, reHepa-
nu3oBaHHON ocreonenun (OII), compoBoXxjaromeiicsa XenyAouyHO-KU-
IIeYHBIMU aHOManmuAMU [337]. [lnA naHHOrO 3ab0JieBaHUS MATOJIOTUS
cepaeyHo-cocyauctoi cucremel (CCC) u opraHa 3peHus1 He XapaKTepHa.
ITpu penxom aTunuyHOM BapuaHTe CM HaiifileHbl MyTallud B OZIHOM U3
reHoB kosutareHa I tuma [296]. II tTun CM cBfi3aH ¢ MyTalsIMU B TeHe
perenitopa /ByxX TpaHcpopmupylommx ¢axkropoB pocra f (Tgffl) —
TGFBR2 [379]. Myrtauuu B rene TGFBRI HaiizieHb! y G0JIBHBIX CHH/PO-
MoM Dypronra — mapdaHono06HO# 60Je3HBI0, COYETAOIIENCs ¢ Kpa-
HUOCHHOCTO30M U YMCTBEHHOH OTCTaIOCTbI0. MapdaHonono6HblIii peHo-
THUI HAOJIIOZIaeTCsl TaKKe MPY [TPOTPecCUupyoleit [uaduzapHoil AucIia-
3uu I tuna Kamypatu — ODHrenbMaHHA, BbI3BAaHHON MYTaLMsIMHU B reHe
tparcpopmupyomero ¢paxkropa pocra B1 — TGFRI [356].

1.5.2. HacreacTBeHHbIe HapyueHnss COEAMHUTEABHON TKaHM,
COIMNPOBOXKAQAOWNECS OCTEOXOHAPOANCTINA3USIMHU, AU30CTO3aMMH,
CUHOCTO3aMM U TnnepocTo3amu

Okono 15 % HHCT oTHOCATCA K KJIaccy OCTeOXOHIPOAUCILIA3UN.
B Tabn. 5 mperncraBieHsl 34 HO30J0rMYecKue (pOPMBI HAC/IeCTBEHHBIX
OCTEOXOHIPOUCILIA3HiA, Pa3BUTHE KOTOPBHIX OOYCJIOBJIEHO MyTaLHsMU
B 16 reHax [85, 88]. DTu reHbl KOAUPYIOT XpslIeBble 1 MOpOreHeTHYe-
cKuie GeJKU, OTHOCSIIMECS K 6 pa3InIHbIM OMOXUMUYECKIM ceMeiCTBaM:
XpsillieBble KOJJIareHbl ¥ MPOTeOrTIMKaHbI, pepMeHThl OUOCHUHTe3a IJu-
Ko3aMUHOTTIMKaHOB (TAT), CTPYKTYpHbIe OelKU XpAIeBON TKaHH, MOP-
¢oreneridyeckiie 6enKy, BKIOUast pelenTopbl GakTOPOB POCTa U TPaHC-
KPUIIMOHHbIE GAKTOPBL
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IIpencrasiseM HUXe pPe3yJbTaThl CUCTEMAaTU3aLUK HACJle[CTBeHHbIX
CKeJIETHBIX [WCIJIa3Ui Ha OCHOBE BOBJICYEHHOCTH B IIOPa)KeHNe OT/elIb-
HBIX 3JIEMEHTOB CKeJsleTa. IlogyepkrBaeM, 4TO reHepaau30BaHHOe 110Pa-
YKEeHHUe CKeJleTa SABJIAeTCA BeyLUM KJIMHUYeCKUM IIPOSIBJIeHueM BCeX 0C-
TeOXOH/IPOJMCIUIA3UHA.

I10380HOTHUK, 2pyduna, pebpa. HapylieHrue OCaHKU B BUZIE CKOJIMO3a,
kudo3a, kudOoCKONIM03a, MAaTOJIOTUIECKOro JI0p/03a, JedhopMauu 1o3-
BOHOYHMKA U TPYAHON KJIETKU CONMPOBOXAAIOT GOJIBIIMHCTBO HACTIE/C-
TBeHHbIX (OPM OCTEOXOH/POJMCILIA3UN, cHHApoMa Diepca — JlaHo,
HeCOBEpIIEHHOTO OcTeoreHe3a, Map$paHOUAHOTO CKeJIETHOIO CHHZAPOMA,
cuHApoMa buiica, YyepenHO-KIIUYNYHON UCIUIa3UY, CBSA3aHHOM C MyTa-
IMSIMU B TeHe 0CTe00JIaCTHOTO TPAHCKPUMIMOHHOTO (akTopa 2. Ipbiku
IIIMopisA, OCTeOPUTHI TPYAO0-TIOSICHUYHOU 06J1acTH, OCTEOXOHIPO3 Ha-
6J1I0/1al0TCS TIPY MHOXKECTBEHHO# anuu3apHoii aucmiaszuu [—I11 Tunos,
00YCJIOBJIEHHBIX MYTallMSIMU B TeHaX Pa3JIMYHBIX 0L-CyObeIMHUI] Xpslie-
Boro kojareHa IX tuma [277]. IlomMopdHble anjeiyd reHOB KoJjuiare-
Ha IX Tuma SBIAIOTCA TaK)Ke reHeTUYeCKUMU paKTOpaMu prcKa 60se3Hn
MEXII03BOHOYHBIX JJUCKOB, KOTOpas IPOABJIAETCSA lereHepaTUBHbIMY 13-
MeHEeHUSIMU Y YIUIOI[eHNeM TeJl I03BOHKOB, MHOKECTBEHHBIMH OCTeodu-
TaMU U MeXIT03BOHOYHBIMU TPhIXKaMU TTOSICHUYHOTO oTAena [391].

Konezrocmu. Jepopmaniis U AUCIIIA3Us KOHEYHOCTEN BXOJAT B CTPYK-
Typy IPaKTU4YeCKH BCeX HAaCIeACTBEHHbIX OCTeOXOHApOoAUCIIa3uil. Kpome
TOTO, MOAOOHBbIE KJIMHUYECKUe MpPOSBJIEHUS XapaKTepHbI IJs Juadpu-
3apHO¥ aucruasuu KaMmypatu — DHrejlbMaHHa, CKJIEPOCTe03a U ajljlellb-
HOI'O €My BapuaHTa TeHepaJn30BaHHOIO KOPTUKAJIBHOI'O TUIIEPOCTO3a
Ban Byxema, 00yC/IOBIEHHOTO MyTallUsIMU B TeHe CKJIePOCTUHA — OTHOTO
13 aHTaroHuctoB TgfB-moo06HBIX KOCTHBIX MOPdOreHeTHIeCKUX OeKOB.
K medopmanusm KoHeqHOCTeH NPUBOAAT ZeeKThl TPaHCKPUILMOHHBIX
daxTopoB Pax3, Sox9 u HoxAl3, accOnMMpPOBAHHBIX COOTBETCTBEHHO
¢ pa3BuTHeM cuHzpoMa BaapaenOypra III Tuna (asenbHbIi
BAPUAHT — YeperHO-JIMIIEBOI CUH/IPOM C ITIYXOTO! U JiepeKTaMu PyK), Kam-
NIOMEJINYeCKOM ANCIIa3UU U CUHAPOMAa aHOMAJIMY KUCTeH, CTOII M TeHUTAJINM.

Kucmu u cmonot. JepeKTsl KUCTEH U CTOT BXOIAT B CTPYKTYPY OU€Hb
MHOTUX HacJe/ICTBEHHbIX CKeJIeTHBIX AWCIUIa3uil. IIpu 3aboseBaHUAX,
00YCJIOBJIEHHBIX MYTAlUsSMU B TeHAaX XPSIIEBBIX KOJJIareHOB M APYTUX
CTPYKTYPHBIX O€JIKOB XPSIIIEBOTO MaTPUKCa, a TaK)Xe pepMeHTOB UX O61Oo-
CUHTe3a, iepeKThl KUCTEH 1 CTOI 4acTo MPOSBIAITCA B popme Opaxu-
JaKTUIUK, 6oJiee peKo — KaMITOAAKTUINKI. MyTaliy B reHax Mopgore-
HeTU4eCcKUX GeKOB B OOJIBIIIEH CTeNeHN acCOLMUPOBAHbI C CHHOCTO3aMU
3aISICTHBIX, IPE/IIUTIOCHEBBIX, MeX(aaHrOBBIX CYCTaBOB, CHHAAKTHIINEN
1 cuMbananru3Mom. IIpudem Jisi 3a60sieBaHuUi, CBSI3aHHBIX C TeHeTHYe-
CKUMHU aHOMAJIUSIMU pellenTopoB $prbpob6aacTHEIX GaKTOPOB pocTa, Xa-
PaKTepHO COYeTaHVe CUHIAKTUIUYU C KpAaHUOCUHOCTO3aMU.
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TeHeTHyecKye HapyLIeHUs B paboTe TPAHCKPUMIMOHHBIX pAaKTOPOB MO-
TYT IPUBOJUTH K IUPOKOMY CIIEKTPY leopMaruii KUCTeld U CTOII, BKJIIO-
Jasi OpaxuaKTUIIHIO, CHHIAKTUIIHIO, TIOJIMAAKTHIIHIO U KJIMHOJAKTHIIMIO.
XapaKTepHbIM KIMHUYECKUM TIPOsiBJieHHeM Map¢paHOono00HbIX 3a001e-
BaHUIi, 00YCIOBJIEHHBIX MyTaLlMsIMU B reHaX QUOPUJUIMHOB U PeLenTo-
poB TpaHCPOpMUPYIOIMX (HAKTOPOB POCTA, SIBJIAETCS apaXHOAAKTUIIHA.
B CTPYKTYpy KJ1accuuecKoro cuHapoma diepca — JlaHno, 06yci0BIeHHO-
ro yaiie Bcero iepeKTaMu KojuiareHa V Trmna, HepeJKo BXOZIAT IIOCKOC-
TOIWe, BapyCHast IMOO0 BaJbIycHas epOpMarus CTOMbI.

1 Bcex OCTeOXOH/POAMCIIA3UN XapaKTepHO TeHepaJn30BaHHOE
nopaxkeHue ckesera. [Ipy pa3HbIX 3a00JIeBaHUAX MOXKET ObITh B Pa3HOM
CTeleHW BbIpaXKeHa AMCMOP(USA ero OT/AeNbHbIX KOMIIOHEHTOB. Hapsay
C 3TUM B TATOJIOTMYECKUIA IPOIIECC MOTYT ObITH BOBJIEYEHBI IPYTHE CHUC-
TeMbl ¥ opraHbl. CTelneHb MOpa)KeHUs YacTeil cKejieTa B COUETAHUU C Jie-
dexTamu pyrux MOpQOJOrMIECKUX CHUCTEM OmpezensieT 0COOEHHOCTH
KJIMHUYeCKOH KapTUHBI, XapaKTepu3yollieil KaX/ylo 13 pe/iCTaBlIeHHbIX
¢dopM HacleCTBEHHBIX OCTeOXOHApoAucIUIa3uil. Ha ocHoBaHMHM psiza
ny6JvKanuii Hamu ObUTa cocTaBiieHa Tabl. 6, B KOTOPOH MpescTaBjeHa
CyMMapHasi XapaKTepHCTHKa STUOJIOTUH 3TUX 3abosieBanuii |85, 88].

Kak ceziyeT 13 prBe/ieHHBIX JaHHBIX, 59 % Hac/ie/[CTBEHHBIX OCTe0-
XOH/IPOAUCIUIa3Uil 0OYCIOBIEHbl MyTallUsIMU B FeHaxX XPSAIIeBbIX KOJIIa-
reHOB — MaKOpHoro KojuiareHa II tuna [438] 1 MUHOPHBIX KOJIIareHOB
X 1 XI TUIIOB, XPSAIIEBbIX TPOTEOTTUKAHOB [279] unu pepMeHTOB UX 6K1O-
cuHTe3a [423]. OcranbHble 3a00JIeBaHUS CBSI3aHBI C MyTaL[MSIMU B T€HAX
CTPYKTYPHBIX XpsileBbIX OenkoB [309] u MopdoreHeTH4ecKUX OeNKOB,
Jaile BCEro B reHax peLenTopoB pubpobiacTHbIX GaKTOPOB pocTa [432].

[lns 6one3Hel, 0OyCIOBIEHHBIX JepeKTaMu XPSIIeBbIX KOJJIareHoB,
XapaKTepHO reHepal30BaHHOe MOpaXkeHHe KOCTHO-CYCTaBHOW CUCTEMBI,
BKJIIOYAlOIIee, HApAZY C 3a/iep’KKOi pocta, JedopMarnuio KOHeTHOCTel,
TI03BOHOYHUKA, TPY/IMHBI, pebep, CyCTaBOB, OPraHOB 3PEHUS U CIyXa, JIU-
1IeBble aHOMaJIUK, abJOMUHAIbHbIE IPHIKK. C IPYTroii CTOPOHBI, BPOXK/IEH-
Hble IedeKThl KUCTeN U CTOII, pa3/IMYHble BAPUAHThI KDaHUMOCHHOCTO30B,
Hopa)keHHe BHYTPeHHUX OPTaHOB 4Yallle COPOBOX/IAI0T BapUaHThI OCTe-
OXOH/IPOMCILIA3U#i, 00YCJIOBIEHHBIX MyTAllUSIMU B TeHaX MOpP(OreHeTH-
YecKux GeKoB.

I[Ipu HacJeICTBEHHBIX 3a001€BaHUAX CKeJleTa, CBI3aHHbBIX C MyTallH-
SIMU B TeHaX XPSIIEBBIX [TPOTEOTIMKAHOB, CTPYKTYPHBIX GEKOB U pep-
MEHTOB OMOCHHTe3a TIMKO3aMUHOTJIMKAaHOB, HAOII0IAeTCs CMeIIaHHbIN
xapakTep peHOTUIIMYEeCKUX IMpOsiBeHWil. HeKoTophie HacJeCTBEHHbIE
CKeJIeTHbIEe IMCIUIa3UU 00YC/IOBIEHbl MyTallMsIMU B F'éHaX TPaHCKPUIIIH-
OHHBIX (aKTOpOB [340].

Jlusocmo3sl, cunocmo3ut, eunepocmo3st. IIpy HEKOTOPBIX HAC/Ie/ICTBEH-
HBIX OCTEOXOH/JPOJUCIIA3UAX, HAPAAY C FeHepaJr30BaHHbIM OpaXKeH!-
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eM CKeJieTa, MOTyT HabJII0/laThCsl YeTKO BbIPaXKeHHble aHOMaJIUK Pa3BuU-
THS OT/IeJIb-HbIX KOCTe# WM UX KOMOMHALWIA, T. e. TU30CTO3bI. Tak, mepu-
beprudeckuii AU30CTO3, IPOSIBIAIONMINICA YKOPOYEHUEM [TPENMYIIeCTBeH-
HO IUCTaJIbHBIX OT/IeJIOB BepPXHUX U HIKHUX KOHEYHOCTel, XapaKTepeH,
B YaCTHOCTH, AJISI CTIOHAMIIONEpUQepUIecKor 1 IIaTUCIOH/VIIITIeCcKOM
CKeJIeTHBIX AucIuias3uil. CrioHannoMerapu3apHas AUCIUIA3UsS ANOHCKOTO
THIIA NPOsABIIsieTcss MeTadU3apHBIM JU30CTO30M M YKOPOUEHVEM TYJIOBHU-
ma. ITpu akpome3oMenrdeckoit XoHApoaucIIa3uu XaHTepa — ToMicoHa
HabJII0/1aeTcsl YKOpOYeHre MeTaKaphaabHbIX U MeTaTap3ajbHbIX KOCTeil
1 0cobeHHO dasnaHr nasbleB. [UnepocTos u ckyiepo3 Anadpr30B JIUHHBIX
TPyOUaTHIX KOCTell JIe)XaT B OCHOBE Pa3BUTHA Auadpu3apHOil AUCIUIA3UU
Kamyparu — DHrejabMaHHa.

OzHaKo 3HAYMTENBHO Yalle pa3iTudHble GOPMBI IU30CT03a, CHHOCTO-
3a U runepocTo3a HabmoaaTes mpu H3CT, 00yc/IoBIeHHBIX MyTallUsIMA
BTeHaX MOpdoreHeTHYeCKKX 6eKOB. PaznndHble GOPMbI MHOXKECTBEHHO-
r0 CUHOCTO3a, CKJIepOCTe03a 1 TUIePOCTO3a aCCOLMMPOBAHbI C MyTalUs-
MM B reHaX aHTaroHucToB TgfB-mo06HBIX KOCTHBIX MOP(pOTreHeTHYeCKUX
OeKOB — HOITHMHA U CKJepocTuHa [370]. MyTauuu B reHax pelenTopoB
dubpobaacTHBIX GaKTOPOB pocTa (CM. TabJI. 7) IPUBOAAT K Pa3BUTHIO aK-
pouedasoCHHIAKTIIINY 1 IpYyruX GOpM KPaHHOCHHOCTO30B, YaCTO cove-
TAIOLIMXCSA CO CUAHNEM / YKOpOUeHreM / yAIMHeHeM MeTaKapiaabHbIX
¥ MeTaTap3aibHbIX QanaHr KUCTeH u cTom [432].

H3CT, compoBoxjamomyecs AU30CTO3aMH, CUHOCTO3aMHU U THIep-
0CTO3aMu, TpescTaBieHbl B Tabn. 7 [85, 88]. Hekoropbie ¢popmbl Kpa-
HUOCHHOCTO30B CBfi3aHbl C MYTalMIMH B TeHaX TPAHCKPUIILIMOHHBIX
¢dakTopoB [361]. MyTauuu B reHe 0cTe061aCTHOTO TPAHCKPUIIIIOHHOTO
dakTopa 2, OCyILIeCTBJIAIONIETO PEryJIALHI0 SKCIPEeCCU MHOTUX 0CTe06-
nacT-crnenudUUecKux reHoB, IPUBOAAT K KJIMHUKE YePeIHO-KII0YNIHON
nucnnasuu [330]. HapyiieHve TpaHCKPUIIIIMOHHOTO KOHTPOJIS YaCTO CKa-
3bIBAETCA TaK)Ke Ha Pa3BUTUM KOHEYHOCTel, B YaCTHOCTY KUCTe! U CTOIl,
¥l MHOTHe Hacje/iCTBeHHble GOpPMbl OpaXUAAKTUINK, CUHAAKTHINH U TO-
JUAKTIMM  O00YCJIOBJIEHBI MYTAlUMSIMA B TeHaX TPAHCKPUILMOHHBIX
daxTopos [351].

41



0 (%8) T (%ST) T (% ST) T (% ST) T (%9%) 9 |(%8¢) €T 198e14)
(%9) (% €2) (% €2) (% 62) (% 81) (% 05)
0
1 ¥ v S ¢ L1 I9II0L) ‘UIOUY]
(% 01) (% 92) (% 91) (% 01) (% L) (% 99)
0
(4 < ¢ C L 61
omnur ‘uadaf,
0,
(% 6) (% 8T1) 0 (% 81) (% +1) (% 1) (o mwe edgad ‘enmrAda
7 ¥ ¥ o 6 MMHhOHOYEO] |
0,
(% 6) (% +1) (% +1) 0 (%6) (% 2S) (% oﬂwov M10) JI9L
7 ¢ o 4 11 -ehQAdL SI9HHUL T
19H0d01) 00 nwexeHendIl O XUH €)1
0,
(% 9) (% €7) (% 21) (% 8T) (% 6) (% 2€) % MSV BLIIM) BUIOLOLE
4 9 ¥ 9 o 11 BeHHEIOEUIRAOHI]
ITWALOM) JOHHALAadII0 WorHaXedoIl ) NMHEILOQRE 9, ‘OLIUF,
(7) uun
-udxoHedy € () )
1adowed| 1adorusnad W19 IVI () ()
mirag| 219HdAMAdLd| BEILHMIOMQ| IIHBAMIIOLOdI| I9HAIBLION (%)| wuumIOrOLEI BUIIRE
amaruLIHaI0pdoN draaomedy| 1iHAWdaD oiggomidy| oMgamedy OILOUE, | -UI'BNOI BEHIOHI()
(20HaI XITHIHBLAW OLOUR) 0F9IJVOWNA) d0MIIRUWIXON] nUERLIDITOdTHOX03L10()

9 vhnugyy,

UHERITIIUTOdTHOX09.1)0 XIIHHIE LI deH exuLIndaredex KBMI9hUIOLOULE

42



40MIQ
XIDIDOhULIHAIOPdOW
XI9HLIOM XITHQOKOII
-¢J81, LoMHOIRLHE

‘anLI0H (7ZbZT) DON

9LI0XA0JAL BEHIUIMATHON ‘101D 991191 BlI

BUI'BWOHE U ¥OF0Lr0J BUITRMOLONY BeHdIenred ‘WenIHeI B D
-Wnd yigHarendedersw mniodum ‘uizodo (aHered xunradd
MUIULMEYOLINEY 91980IHRL BPXIN JIHIL BWHINOdI ‘UILIOH
QUELILAILO VM BUERL IO ‘UILION XITHILRIIdRMBLIW U JHRI
-e( xuHI3d) 9MHIROd0MA ‘0L U HALIM ‘BILIBLIBE ‘daNIL Ll
‘909RLIAD XITHIMOL EOLIOHND U BUSRLTDUT BEHHOAOLIAd]!

00S98T ‘LUL [ ‘BE0LIOH

-1J OJOHHOELIPKOHN WOodHUD)

argHHaXedIgg 99r0Q ‘UALION xigHqIreedes v XigHIIrede £01J0H
-1 ‘409RIIAD NEMOLINR&%*@E XITHIIreWUMOdII X909 EOUNHY

eMhawadl) BEOUIDIHE 0I0H
-HaIhKOodg eE-€U ILIOXAOIAL BRHANINATHON RT.IOHU ‘HUITHIK A

008SST ‘U1IH

-qrrenndodn WeNIHeIBYWID

G MLOOHLOL I HOMEUH
goHuarodionul doLiain

-od ‘(y°¢IbIT) §ayT

1 uHade oiHaMmAdeH X HUMEBYogudil BZIOHU ‘970ndall WOHLEL

g09doH BUHAIIGRYD BE-EU BXALD

-dagAll 8 KOUUIIOIBHUREH ‘KUALION X19LBhQAdL XITHHULY 0N

9¢£9209 :(wakong uep)

BPIWOXAQ Heg £0100da111I UITH

-eur ‘dogad ‘MUKOIL ‘Pa1d0ILah ‘BlIddak UaLI0N £0d3INII09LIQ | -direduLldod Yi9HHedoenredoHI |

HLOOM
G0MIf0 XIIIRHLIHAI
-opdow x19HgOYO1-gIT],
LOVHOJRIHE ‘HULIOARIND
‘(1gb-z1bL1) ISOS

VOUIULIRTHUAD
) UMHBILIh0D 9 £0100da11I UI9HIreULdoN UIdHHRdOsULRdOHI

00569¢ ‘€0aLd0daIn)

LIOPAY U9k
-UWHXOHMQ MI9HRUAdaI ‘HI]

ALIOHIRUY UUdrrd) sMMIIhMHUIN 9ITHAOHI()

WINO ‘ewdod BexIannIor0e0H

£ vhnigy,

40MI3Q XMNIIhULIHIIOPAOW XeHII 8 MWEHITELAW JI9HHIL G000

‘19€0.L)0d3 M1 ¥ I9E0LIOHHUD ‘I9E0LIOEUT IITHHILLITIUIRH

43



e1d0d godorded X19H
-1yergodoud z ‘1 19dol
-uarad “(9zbo1) 24494
(T11d-7'11d8) 14454

€0L)0HMIOUHEN MITHHRA0dUIrOEN ‘BUIrEPINOHOIUd],

0061 “BEHL
-HEHMNOY-OHWO0JOLA® ‘BBHII'BIN

-odrHMI9H BuredaoHoud],

191)0X XI9HHadI9Q [IWOLadal S19HII BLEHOSH
1 9MHAIaNdMOH ‘€01I0HN) HOFohAL RN ‘BIIUL MLIBR HoHTad)
BUEBLTIONNI ‘€0L)0HMIONHRdY ‘eradon ewdod BeHIruganamed],

014207 ‘UI9HLHEHHUNOY
-OHWO0J0LAR *(13[x1g — A9[IUy)
edarrodug — ¥arLHy WodrHU)D

LOL) BUIUINBYHID BEHLOOM U BNGI el | UIHeL R
uoduIm ‘BIUI UIJBh UOHITIdD BUERITIONNI ‘€OLIOHMIONHRA )

0STETT “(ssoM — uos3e()
BIOUY — BHOIMNIX[, WodrHUD)

goTI9I eIl | MIHBIR(] JI9HILBLONY SMMOAHUI {HOL) 9919L Bl
AI—II ¥ U301 €9119Irel []]— ][ BULULNeTHND ‘Buredanodiy

009T0T *(393313d)
edapPuedi] wodrHud ‘A 1ML
‘BUIMLIeTHIIOe(anodiy

g0MI99
XII9RULIHAIOPdOW
XITHIJOM XITHQOTOII
-¢J81, 1oMHOIRLIHE

‘HULIOH ‘(7Zb/T) DON

41I0XAO0JAL BEHAUIMATHOM BTIOHHU ‘eI0H eWdO( BEND
-ohUdTHAL UMW BULOdLOWdIIINI (eWENIHRL BQWHD €99 UL
-BIWOHE JI9HIIL3X) dUIAdT ¥ 01D 1[99I Bl IUMIL0Q U dMIOdU]I]

09%+8T ‘BWenIHRBQWID €39
exhowadid ecorrmine wodrHuD)

HoHBAX0J XAIrD {BEOLIOHM) OJOHLION €99 / D €IMIIIBL A
g09BLIAI XI990IHBL BRI ILIOHKUETOIH — BUHATXKOd D
*€0LIOHM) YI9HIIenredoHHadI9Q ‘UnrniNeruxedq 3 99im
-Broaudi ‘ya1o0X xiqHIredeselan X-T auHohododL ‘@odoweed
X1 WOUHOMIHIWA J HOLI0M HOHKOIKII U HOHHedRL E0LIOHUD)

00£98T $(DD1) BUHEUILD OI0H
-qrredied-ondrresder wodrHuD)

LI UMk
-UWMXO0MQ I9HRUEdaII ‘HI]

MINLIOHIENY nUdarndy SMMIShMHUIN AITHIOHI )

WINO ‘ewdod EexdanuIoroe0H

/£ "10Qput anHaKNCL0pod]

44



erdod god

-onied xiguLRIgOdoNUd
¢ ‘z adoruamad
“(¢91dy)

£4404 *(92bo1) 244194

q1dowd BEHHEd ‘UUIBLAHAI ‘I9HUEOLAL HMIBWOHE ‘daNII el
UULEWOHE ‘UUPdONINT 31989THI -OHIIIASh ‘€0LIOHMIOMHEAN
‘younerlHowIndanml 3 eoredoxdanud ‘exoM seLouHUIAOWN

06L£ZT (U0SU2AIS — dIB)
BHOOHIEUL) — adeag wodirHM)

erdod god
-onied xigHLEIgodond
¢ doxattad

‘(¢91dy) €414

HIUTTRLHIWINIIAIIT

-u1 2 coredaydanma ‘BureHIodn ‘UIJ0IIh NOHXAIE BUERITIOIII
‘egA1 BBHXd2d BeM10d0M D0H «UITHIUE0E0IIN» ‘QUERILIOION
‘warerpoexe ‘wendorardonn yoHeel ‘suredanuxedg -unQ

LyTTT9 ‘WOSOLHENE WITHWIL
3 (uoznoi)) eHosAdy wodrHuD

BT 0.JOHhIHH dQUHIHALIOMNO JOHHIWad g xad] |

€01J0HMI UMM
-JonuIe(aNONIBL T UUHTIAD] ]

erd0d expxdalres ‘egoH eHMIRIMRd ‘BUIL
-AINBTOHUIN ‘BULHLNeTYXedQ 101 U Yaldu gadien [T —]]
BUIAINRITHUD ‘BIIUL UUIBWOHE ‘€01d0HMIouHRdY niandernodoy]

6¥8209 :(a3uaniy) aMHIAN wod
-HKO ‘u1gHdeHOd0M UIGHILBW

-0dYHMI9H ‘€oLI0HMIOMHRd Y

e1d0d godoryed X19HL
-sergodou z doruamad

“(9zbo1) 24404

gogm x19HdeHOdO) €U 0IOHTO £0100HUIOUHRAY

yiaHdeHOodOMUHA ‘UITHIL BN
-odrHMI9H ‘€01d0HMIOMHRA )

€011 ‘UIeEN ULIOILAh UIH
-xdag anHamanD ‘wrgdo godameed BUHIMIHINA €99 WIIBLPOE
-3e ‘wendorrardaunl noHeew ‘vuredanodien ‘surepanoper)

625609 ‘Burredanoden)

yuredanodrul fenur
MHIBWOHE ‘HOL) U YALOMM BULULNBYHUI BeHIOL ‘KULepanodiy

00Z10T
{(11ady) edauy wodHUD ‘T UL

‘BUIHLIeTHHOrR(anodiy

BuLeHIOAI ‘UIJ0ILdh HOHXAQd BUERITION
-1 ‘egA1 BBHXdad BeM10d0M D0H «UITHIUEO0E01IN» ‘QUERILIOION
‘warerpoexe ‘wendorardonm yoreel ‘suredanuxedg -unNQ

005¢ZT
‘(uoznoi)) eHoeAdy wodrHID

‘€01J0€UY NOFINUI -OHIIIAIF,

45



H91I0M XI9H
-qrreederelon ‘XI9HAIRIIdRNRLOW LOhD BE GOTIII R dUHOhOdOM

00<€TT ‘4 UL ‘BUrnALNerrxedq

¢1axoH dorxed
uigHHOMIUdOHedL

‘(zeb-1¢b7) cTaxon

¢1axoH dorxed
yigHHOUIUdMOHRdL

‘(zeb-1€b7) cTAXOH

II0L) U FLOM €9NII eIl XUM 09 UIHBL B
araHIreHnndaL (BurnLderorelanrxedg) amiodumm u amizodoy

(A—AI UI'M AT—II] OHRI9Q0) KALION XI9HIIreEdBIBIIN
Y XI9HIIeIIdBYBIOW WOUHEHUI) 0 UUHBLIhOD € BUIMUINBITHUYD)

00Z<TT ‘d uul ‘surnwieruxedq

00987 ‘BEHLHEHUWOT-0H
-W0J0LAR ‘A TIWL ‘BULUINETHID)

A WOVHI
-049174 3 A— AT 19HaMedD XBIIOL) B "BYIIIBI AT ONIIOL ULU X309
WOMHIO047A ) UMHBLIRhOD g UALOV FdIell A]—][[ ouHamed)

000981
‘{IOH UWBUL'BIWOHE J BUIUIMET

-UIfOLIHUD ‘I[ UL ‘BULUIMBTHUD)

7 doned yiaHHOMNIIMAN
-JHedL YITHLIBIQOILIO

-d ¥ eEMPWID ‘BNMHROHOEEOL *d0QAE MMIBWOHE JI9HhHIERd ‘Bl
-3dan eY08) ¥a10M aUHEeXAQIdd ‘BIRdak mihKuHTOd aumoiedrady

009611
‘BRHIHPHINOT-OHWOJOLAR ‘BUE

‘(s¢b-y¢bg) zxsmw

-ouddAL ‘gorr PUIIOIEdNEEH ‘UTBEN LIOILOh UOHXUH JMHIIIINY)

‘(1zd9) ZXNNY| -BEOH OHAUIIMLT U 194TH JI9LIAdNLO ‘IMROII BUERLIIE U -OUN]| -BULIOUY BEHRUAOIIM-OHIAAAE,
zxsN dowxed WOE0LIOHMIOUHRN
niaHHOUTIUOHedL| O oJoLeharOrxadL ury exuHIdNIKdL einl 19dak ‘Buredanuxed 157409 ‘BLUL 010X

-40HOLI09 ‘I mOHuOEEuOSENQ&

1s1m], dorded yiaH
HoummudxonedL
‘(Tzdz) 1ISIMI

JHeIB( XITHIIBLINY UMNTeNULTIAY JOHLOI ULY
HMOHAMIJBh 19hJ BE LIOL) I9N9IrBI | 9MNOduUMI ‘BHIELO], — adLeD
WoWodIHUD J 919HI0X) ‘BIIUL MALBNOHE ‘€0LIOHMIOMHRd )

0SL08T :(Jneios — mouiqoy)
edAedop — edoHMQO]
BurnLerHmoredamnodiy

e1d0d exxxdalee ‘BQaH BH
-ArdMIed ‘BUIMUINETOHUIN ‘BULULNeTUXedQ (HOL) ¥ UILOMM €911
-qIel [J]— ][ BULULNEYHID {eIUL UMLBWOHE ‘€01)0HMUIONHEdY]

00¥TOT :(u9z10YD — 31YIaeS)
BHIELO], — ad1e) wodHMD ‘I]]
UL ‘BUIHLIerHHdOre(anodiy

ARETIE) @71 )
-UWHXO0MQ I9HRUEdaI ‘HI]

INMULOHTeNT UUdLudX dMMIOhUHUIN 9ITHA0HI()

WIWO ‘ewdod EexdanUIoroe0H

Z "UQDUL INHDZHOX ()

46



HOLION 8/./.109 ‘BUERIII
X19HHAdI/39 U KALIOHRIHOM XMHX A8 [IENPUIIE ITHTNE0ILHOY | -ouT BeHdredowadoruuexodny

qyI 19HIR0d0MA
dowxed niaHHOUMIINAN | IOLD ¥ YBLOUN d91dIrell | UIHeLe( SITHILBWHINOAL ‘UNIIE9TTHON 00SZ1T
-oHeds (eb-¢¢bz) gHI| 0 Bororeauwd erionu u ai9HderHoWnTAd minered sauHradd 90g ‘Y[ UKL ‘BurnLiernxedq




1.5.3. HacareacTBeHHbIe HapyueHnss COEAMHUTEABHON TKaHM,
COMNpPOBOXKAAIOWMNECS] MOBbILLIEHHON AOMKOCTbIO KOCTEN,
HapyueHnem nx MMHepPaAbHOH MAOTHOCTH, OCTEOAN3OM

B ocobyro rpymnmy cienyer BbIENATh CKeJNEeTHbIE JHCIUIA3UY, Bey-
I[MMU KJIVMHAYeCKUMU IPOSABJIEHUSIMUA KOTOPBIX ABJIAIOTCA IIOBBILICHHAA
JIOMKOCTb M /WM HapylleHne MUHEPaJbHOHM MJIOTHOCTU KOCTH, a TaKXke
ocreonu3 (Tab. 8) [86, 89].

IToBeIIEHHAA JIOMKOCTb KOCTH SABJIAETCA BeAYIIMM KIMHUYECKUM
NPOSIB/IEHNEM HECOBEPUIEHHOTO OCTeoreHe3a — Haubojee pacmpo-
CTPaHEHHOTO HACJIe/ICTBEHHOTO 3a00JIeBaHUS COEJVHUTENHON TKAHH.
Pa3nuyHble KIMHWYECKWe BAPUAHTBI ayTOCOMHO-JOMUHAHTHOIO HECO-
BepIIEHHOTo ocTeoreHe3a (TUIBI [—IV) 00yc/I0BIeHbI MyTALIUAMY B IBYX
reHax o-uereii kojareta I tuna [427]. IX reTeporeHHOCTb OTIpeZenseT-
cA xapakrepoM nospexzennii reHoB COLIAI u COL1A2. B Hacrosee
BpeMs UAeHTUPUIMPOBAHBI TAK)Ke MyTaHTHBIE TeHbI IPY TPeX ayTOCOM-
HO-peLlecCHBHBIX (pOpMax HEeCOBEPIIEHHOTO OcTeoreHe3a. /IBe U3 HUX —
tunbl VII v [IB — Takxe OKa3aauch ajulebHbI APYT APYTY, TaK Kak 00yc-
JIOBJIEHBI MyTallUsIMU B OZHOM U TOM e reHe CRTAP [285]. IIpoaykTom
3TOTO TeHa SABJIAETCS XPSALI-aCCOLMUPOBAHHBIA OEJIOK, HKCIPeCcCUpyro-
IUICS B IPONU(epUpPYIONIKX XOHAPOIUTAX KOCTHBIX IIJIaT pOCTa, B Mec-
TaX KOCTHO-XPAIIEBOTO COEMHEHMs, B OCTe00JacTax M OCTEOKJIACTaXx.
XpAII-acCONMUPOBAHHBINA 6el0K 06pa3yeT KOMILIEKC C MPOJIHII-3-THA-
pokcuasoii 1 u ruknopuarHoM B [297]. ObpasoBaHue 3TOro KOMILIEKca
Heo6X0auMO 111 pepMeHTaTHBHOM aKTUBALMU TPOJIMII-3-TU/IPOKCUIA-
3bl 1, crenpudeckuM 06pa3oM y4acTBYIOLIEH B MPOIIECCHHTE MaXKop-
HbIX GuOpUIApHbIX KoyutareHoB I u II TumoB. ToMO3UIOTHBIE MyTaILMN
B CaMOM TeHe MpoJui-3-runpokcunassl 1 (LEPRET) HaiiieHb! y 60TbHBIX
C HecoBepileHHbIM ocTeoreHe3oM VIII Tuma [382].

Takum 06pa3oM, ayTocOMHO-pelnecuBHble ¢popmbl HO obycnosie-
HbI HapylIeHVeM MPOLeCCHHIa Ma)XOPHBIX GUOPUIIAPHBIX KOJJIareHOB
U B [IePBYIO 04epeb KojutareHa I Tumna. CKIOHHOCTS K IlepesioMaM KOCTel
BXOZUT B CTPYKTYpY cuHApoMa Bpyka II tuma, cBA3aHHOrO ¢ fedunutom
apyroro ¢epMeHTa OMOCHHTe3a KOJUIareHa I Thma — JIM3WITrHAPOKCHIA-
3bl 2 [417]. HeobbruHas ¢popma ayrocoMHo-noMuHaHTHOTO HO, coveta-
IOLIAsACS C THOWHBIMUA OCTEOMHENUTaMH U crenrudriecKuMu iepeKTaMu
3yOHBIX CEIMEHTOB BepXHell M HYDKHel 4esoCTell, ToJy4nsia Ha3BaHKe
JeII0CTHO-AUadU3apHON AucTIa3uu. B aTom ciydae fedeKTHBIM OKa3bl-
BAeTCs TPaHCMeMOPaHHBII TIMKONPOTEeNH, 00J1aZlal0ii BLICOKMM YPOB-
HEM 3KCIIPeCcCUH B MBIIIIAX, XOHPOLUTAX M 0CTe001acTaX KOCTHBIX 30H
pocra [426]. IToBbleHHas TIOMKOCTb KOCTY BXOJUT B CTPYKTYPY HEKOTO-
PBIX OCTEOXOH[POANCILIA3UY, ONMCAHHBIX BbIIIE, TAKUX, HAIIpUMep, KaK
axonzporeHe3s IB unu cunnpom AnTiest — Bukcnepa (Antley — Bixler).
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B HekoTOphIX ciyvasx jerkue ¢popmbl HO KIMHUYECKH TPYAHO OT-
mnuuTh oT O. IT03TOMy HeyAUBUTENBHO, YTO Y psAfa NalMeHTOB C ceMeli-
HbIM O mnu OIT ueHTHOUIHNPOBAaHBI MyTallMK B TeHaX KoJuiareHa I Tuma.
Y 60oNbIIMHCTBA TAKUX OOJIbHBIX HAaOJIOAI0TCS HEKOTOPbIE IPyrHe Mpo-
asnenus JICT. O ABnseTcA CONyTCTBYIOIMM IIPOSIBJIeHHMEM HEeKOTOPbIX
OCTEOXOH/IPO/IUCIIA3UIA, TaKUX, HAIpUMeDp, Kak Auciuiasusa Kuucra wim
ckesnerHad Aucnnasus Cal [luero. JJokaszaHa CBA3b CUHAPOMA OCTEOIO-
PO3-TICEBAOTIMOMA, JOMUHAHTHBIX GpopM O ¢ MyTaLMsIMU B reHe OJJHOTO
13 pelleNTOPOB JUNONPOTeNHOB HU3KOH MIOTHOCTA — LRP5 [431].

Tenepanu3oBaHHBI O BXOAUT B CTPYKTYPY /ABYX aJlJIeJIbHBIX ayTOCOM-
HO-PeLleCCUBHBIX CUHAPOMOB, 00YCJIOBIEHHBIX MYTAllUsMH B I'€HE Mart-
PUKCHOI MeTaJIJIONpOTerHa3bl 2, — MYJIBTULIEHTPUYECKOTO OCTe0NIN3Knca
u cuHapoma Topra — Bunuectepa [440]. Begymum KIMHUYECKUM ITIPO-
ABJIEHNEeM 3TUX TSXKeNbIX OCTeOXOH/POJUCIUIA3UN ABNSAETCA OCTeONHU3.
Kiio4eByto posb B mpolieccax KOCTHOTO PeMO/IeTMPOBAHUS — OCTe0In3a
¥ OCTEOCHHTe3a — UIpPaeT NapaTUpPeouIHbIN TOPMOH, OKa3bIBAIOIIHIA 06-
parHbIid 3¢eKT Mo cpaBHEHMIO C KaJIbLUTOHMHOM Ha $ocdopHO-Kab-
LIMeBbIN TOMEOCTa3 KOCTH. DTOT TOPMOH MOKeT CTUMYJIMPOBATh 00pa30-
BaHMe HOBOM KOCTHOM TKaHU, HO MOXeT TaK)Xe 3aMe/iIATb CUHTe3 KoJla-
reHa, MUHepaau3aluio KOCTU U TeM CaMbIM MHJYIIMPOBaTh ocTeonu3. He
VICKJIIOUEHO y4acThe 3TOr0 TOPMOHA B peryJfaliy 3KCIpecCuy MaTpUKC-
HBIX MeTaJJIONPOTerHa3.

I[TepBas Mozenb HaciencTBeHHOro O Obla MoJydeHa MyTeM Harpas-
JIeHHON MHAKTMBALMM Y MBIl Majoro MHTEPCTUIMAIbHOTO MpPOTeo-
IJIMKaHa-1 — GuriavkaHa. B aToM ciydae cKJIOHHOCTB K O Y TPaHCT@HHBIX
’KMBOTHBIX pa3BUBAeTCs BCJIe/ICTBUE CHIDKEHMS CKOPOCTU POCTa KOCTei
U yMeHblIeHUS UX Macchl. HampaBieHHas MHAKTHUBAIMA Y Mbllleil reHa
OCTEOIIOHTHHA — CTPYKTYPHOTO OeJika BHEKJIETOYHOTO MaTPUKCa, OTBET-
CTBEHHOI'0 33 MHUHepAaJIM3alli0 KOCTH, IPUBOAUT K MOBBILIEHUIO YCTOM-
YMBOCTHA TPAHCTEHHBIX XMBOTHBIX K Pe30pOLMU KOCTH, MHAYLUPYEeMOW
OBapuOdKTOMUel [437]. DTu pe3ynbTaThl YKa3bIBAIOT Ha creluduyie-
CKYIO POJIb OCTEONOHTHHA B GOPMUPOBAHHMHU IIOCTMeHamay3ajabHoro O.
Bbicka3aHO MpeAIosoXkKeHe O TOM, YTO MOZlaBjleHre aKTUBHOCTH OCTeO-
IIOHTVHA B IIOCTMeHalay3aJbHblii Iepro/; MOXXeT OKa3blBaTh IPOTEKTUB-
HYIO POJIb B OTHOLIEHUU Pa3BuTUsA O y )KeHIUH. AHOMAaJbHAs peryasanus
AHTarOHMCTOB KOCTHBIX MOP(OreHeTUYeCKUX OeIKOB TaKXKe acCOLUUPO-
BaHa CO CHM)XeHNeM MUHepaslbHOH IJIOTHOCTH KOCTHU. Tak, TUIep3Kcrpec-
CHfl HOTTUHA — OJJHOT'O M3 aHTarOHKCTOB TPAaHCPOPMUPYIOIIHX GaKTOPOB
pocta 3 — B 3peJIbIX OCTeOKAJbILMH-TIOJIOXUTENbHbIX 0CTe00JIacTax Mpu-
BOJIUT K PE3KOMY CHIKEHHUIO CKOPOCTH GOPMHUPOBAHUSA KOCTH, CJIe/ICTBHU-
eM uero fBjigeTcs pa3BuTHe Tskeoro O y TpaHCTeHHBIX )KUBOTHBIX.

Bonbiioil KoMIUIeKC MccleZloBaHUM HamlpaBjieH Ha TOMCK TeHeTH-
yeckuX (AKTOPOB PUCKA, MpeJpacIoaraloliXx K pPa3BUTHIO MYJbTHU-
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daxTopHbix popm O. B HacTosilee BpeMss BO MHOTUX TeHaxX HaizieHbI
nosuMopdHbIe aytend, accouunpoBanHble ¢ O. ITpexze Bcero, aTo Spl-
nosuMoppu3M B MPOMOTOpHOU obmacTu rena COLIAI, He 3aTparvBaro-
W CTPYKTYPY O-LIelH, HO CHUKAIOIIUIA CKOPOCTb ee chHTe3a [427]. DTo
HEyIUBUTEJILHO, €CJI YYeCTh, YTO HKCTPAKIIeTOUHbIe GUOPUILIBI KOJIIa-
reia 1 y4yacTBYIOT B NO/iepKaHUM MUHEPaJbHOM IJIOTHOCTH KOCTHOM
tkaHu (MITKT). MBI y)xe mMcaiy 0 pojiv aHTaroHUCTOB KOCTHBIX MOP$O-
reHeTHYecKuX 6eJIKOB, B YaCTHOCTU HOITHHA, B matoreHe3e O. [[pyruM aH-
TaroHUCTOM, B3aUMO/Ie}CTBYIOIIM C HOTTUHOM, SIBJISI€TCS CKJIEPOCTHUH, U
ero aHoMaJibHas dKCIpPeccus TaKyKe MPUBOAUT K CHYKEHUIO MUHepaIbHOMN
IJIOTHOCTU KOCTH. OKa3ajock, YTO OJWMH U3 MOJUMOP(U3MOB TeHa CKile-
pPOCTMHA — MHCEPLUA TpeX HYKJIEeOTHZOB B MPOMOTOPHOM paiioHe reHa
SOST accouuupoBaH ¢ yMeHbLICHUEM MUHEPaJbHO! IIJIOTHOCTU KOCTH B
roJI0BKe Oe/ipa 1 MOsSICHIMYHBIX T03BOHKAX Y JKeHIuUH [380]. DT mpuBOAUT
K pOPMIPOBAHMIO HAC/IE/ICTBEHHON TIPePACIIONIOKEHHOCTH K TIOCTMeHa-
naysanpHoMy O y HOCHTeNlell JTAHHOTO IeHeTHMYecKoro mojauMopdusma
(TTI). ITpu coueranun uHcepuun B reie SOST ¢ nonmumopdusmom B Spl-
cBsi3bIBaoleM caiite rena COLIAI HabmoaeTcst aniuTUBHBIN 3)eKT.
HaiineHa cBsizb ¢ O HEKOTOPBIX OJMMOPHBIX ajutesneit reHa LRPS.

ToBopst 06 O 1 ocTeonu3e, HeNlb3s He OTMETUTD UX aCCOLUALIMN C TOp-
MOHaJIbHBIMU HapylieHusiMu. Tak, y 60bHbIX I0BeHIIbHBIM O HalizieHa
MyTallusl B TeHe KaJbLUTOHMHA, HapylIaoomasa criiaaiicuar [374]. Onna
13 TMONUMOPQHBIX MyTallMil B reHe perienTopa KaJbLHUTOHMHA acCOLU-
MpOBaHa C JJOCTOBEPHBIM CHI)KeHHeM KOCTHOM Macchl y MOCTMeHamnay-
3aJIbHBIX KeHIWH. IIpoTMBOpeurBbIe JaHHbIe MOJyYeHbl B OTHOIIEHU!
CBSI3M IPeJpacHookeHHOCTH K O ¢ MoTUMOPQHBIMU MyTallUsIMU B TeHe
petienitopa ButamuHa D (VDR). IIpu B3auMOZeNCTBUU C peLelTOPOM
KaJbLUTPHUOJIA — AKTUBHOIN TOPMOHAIbHOU Ppopmbl BuTamuHa D — mpo-
UCXOAUT MHAYKLIMSA CHHTe3a OCTeOKaJbIlMHAa — Ma)XODHOTO HeKoJuia-
reHOBOro Gesika KOCTHOHM TKaHW, OTBETCTBEHHOTO 3a MHHEepaM3aL1Io
KocTd. IToKa3aHo, 4TO HEKOTOpbIe MOMMMOpPPU3MbI B reHe VDR MOTyT
BJIUATH Ha yPOBEHb CHIBOPOTOYHOTO OCTeoKanblnHa [390]. OnHako npA-
MO acconuanuy Mexay MoauMoppHbIMY ansensmu reHa VDR u MITKT
He HaiizieHo. [To-BUANMOMY, 3TH ajijieJv aCCOLIMMPOBAHBI C OBBILIEHHOMN
JIOMKOCTBIO KOCTH ¥ MOTYT OKa3bIBaTh 3¢ ekt Ha popMupoBaHUe Mpes-
pacmonoxeHHOCTH K O JTUIIb B KOMOUHAIIMY C KAKUMU-TO IPYTUMU reHe-
THYEeCKUMH UJIH CpeioBbIMU (pakTOpamu pucka. Bomee ompeseneHHo 1o-
Ka3aHa accouuanus ¢ O oZHOro U3 MOMMMOPQHBIX ajjiesiell B 5’-HeTpaH-
caupyeMoit obsactu reHoB RIL wnu PDLIM4 [308]. DTOT reH akTHBHO
JKCIpeccupyeTcsl B CTPOMaJIbHBIX KJIeTKaX KOCTHOTO MO3Tra U BOBJeYeH
B iuddepeHIMPOBKY U GYHKIMOHUPOBaHKE 0CTe061acTOB. [OMO3UTOTHI
0 MOJIMMOPPHOMY aJUIENII0 UMEIOT CaMble HU3KWeE, a TeTepPO3UTOThl —
IIPOMeXyTOUYHbBIe ToKa3aTean MITKT.

53



IlpencraBieHHble AaHHBle MOXKHO pacCMaTpUBaTh JIMIIb KaK OIIpe-
IesleHHBIN 3Tan Ha nyTu uccnenosanuss HHCT c BbIpa)keHHOH KOCTHOM
natosorueil. O4eBUHO, YTO B caMoe Givkaiiliee BpeMsl CIeLyeT OXKH-
[aTh 3HAUUTEJILHOTO PACIIMPeHNs CIHCKA MyTaHTHBIX IeHOB, cHenupu-
4eCKUX MyTallUii ¥ aCCOLIMMPOBAHHbIX C HUIMU HACJIeZICTBEHHBIX O0JIe3Hel
coenuHUTeNbHOM TKaHU. [Ina mHorux HHCT ysxe cefiuac NpUHLMIINAIIB-
HO BO3MOXHA MOJIEKyJIIpHAsA JUAarHOCTHKA. B mepByro o4yepenb 3TO OT-
HOCUTCA K 3a00JIeBaHUAM, /I KOTOPBIX Hal/leHbl Ma)KOPHbIE MyTalUH,
O/HOBPEMEHHO MPUCYTCTBYIOIIME ¥ MHOTUX OOJNBHBIX B HEPOZCTBEHHBIX
ceMbsIX. MoJieKysipHas JUarHoCTUKA MPOBOAUTCS WM B CKOPOM BpeMe-
HU OyZIeT OCTYIHA B Iepe/iOBbIX leHeTHYeCKHUX [IeHTPaxX CTPaHbI, TAKUX
Kak Meguko-reHeTndeckuil Hay4Hbiil nenTp PAMH u HMU HeBposorun
PAMH (Mocksa); MHcTuTyT MeaunuHcKoi reHetnk CO PAMH (Tomck);
HWW akymepcrsa u rudekosornd PAMH mm. /1. O. OtTa 1 MTHCTUTYT 9KC-
nepuMeHTanpHON MeauuuHel PAMH (CankT-Iletep6ypr); Youmckuii Ha-
yuHbIl LeHTp PAH, a Tax>xe B HEKOTOPBIX JPYTUX MeJULMHCKUX YIpexe-
HUAX. CIIMCOK NOJ0OHBIX IIEHTPOB eXeroHo pacmupsiercs. TeM He MeHee
ans 6onpmmacTBa HHCT MosekynsapHas U 6MOXuMIYecKast AMarHoCTUKA
B Halllell CTpaHe He IPOBOAUTCA. DTO CBSA3aHO C UX Ype3BbIYaiiHbIM pas-
HO0Opa3ueM, KITMHIYeCKOH 1 TeHeTHYeCKOH reTeporeHHOCThIO, 00JIbIINM
KOJINYeCTBOM T'€HOB, aCCOLMMPOBAHHBIX C MO0OHBIMY 3a00JI€BaHUAMH,
¥l YHUKaJIbHBIM XapaKTePOM MO/iaBJIA0Iero 60IbIIMHCTBA UIeHTHHIN-
PYeMBIX y 60JIbHBIX MyTaLIUi.

MaBa 2

AUCNAA3ZUU COCAMHUTEABHOM TKaHM
MYAbTU(PAKTOPHOM 3TUOAOTHH

2.1. PoAb cpeaoBbIx paKTOPOB B MaTtoreHese
AMCIMAQ3MIA COEAMHUTEABHOM TKAHM

Crnoxuocts auarHoctuku [JCT ycyrybisieTcsi OTCYTCTBHEM TOYHOTO
omnpezieieHNsI XapakTepa M KojudecTBa (CrenupuyHOCTH) HPH3HAKOB
[76, 294]. B HacTosilee BpeMsi Ha3pesia HEOHXOAUMOCTb KOMILIEKCHOTO
M3y4eHus TaHHOU rPymIbl 60bHBIX AeTei [186]. B yactHOCTH, B IUTEpa-
Type OTCYTCTBYIOT [JdHHBIE O TaTOreHe3e U KJIMHUKe BereTaTUBHBIX pac-
crpoicts, uccneposanus MIIKT y pereit npu JICT.

OTpaneHHON INepCleKTUBOW SABJIAETCS MOJIEKYJIApPHO-TeHeTh4YecKas
nuarnoctrka JICT. BoabIIMHCTBO GOXMMIIECKUX 1 MOJIEKY/ISIPHO-TeHe-
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TUYECKUX METOZOB IMarHOCTUKY TPYAOEMKHU U TPeOYIOT 10POrOCTOSIIEro
060pyZOBaHuUs, TIOITOMY /JIs TIPOBeJieHUsT CKPUHMHIOBOTO 00CI/IeZoBa-
HUs JleTeil HauboJiee JOCTYITHbI KJIMHUKO-aHAMHECTYeCcKue 1 QyHKIINO-
HaJIbHble MeTOZbI [262]. DTO fenaeT 3HaHWE KIMHUYECKUX TPU3HAKOB U
anroputmoB auarHocTuku JICT ocoberno BakHbIM [108]. Cl0KHOCTB
JMAarHOCTUKYU yCYTyOJIseTcss OTCYTCTBUEM TOYHOTO OTpeie/IeHUsI XapaK-
Tepa U KOJU4YecTBa MPU3HAKOB [294]. [IUK AXAarHOCTUKY IPUXOAUTCS Ha
CTapIIMii UIKOJBHBIA BO3pacT. [[Jig AMarHOCTUKU HanboJsiee U3y4eHHBIX
cuaapomoB u ¢peHotrioB HHCT MOTyT MCIOB30BAThCSA COTJIACOBAaHHbBIE
KpUTEpUH U3 POCCUNCKUX pekoMeHzanuii «HacencTBeHHble HapyLIeHU
coefIMHUTeIbHOM TKaHu» (2009; 2012) [182, 183].

ITpodeccop B. ®. [leMuH ¢ cOTpyAHUKaMH Poccriickoro Haluo-HaIbHO-
T0 UCCIIeJoBaTeNIbCKOr0 MeIMIIMHCKOro YHUBepcuTeTa uM. H. U. TTuporosa
BhIzlesIsieT obiue Gperotunuyeckue mpusHaku JICT [96]:

1) KOHCTUTYIHOHAIbHbIE 0COOEHHOCTH (aCTeHUYeCKoe TeJI0C/I0-
XKeHue, 1eUIUT Macchl);

2) coocrBenHo JACT (aHOMasiMy pa3BUTHSA JIMIIEBOTO Yepera, CKeJie-
Ta ¥ KOHEYHOCTeH, BKII0Yas KUPOCKOIM03, ieGOopMaruio rpyaHOHN KIleT-
k1, 'MC, rumnepanacTUYHOCTb KOXH, IJIOCKOCTOINE);

3) MaJible aHOMaJIMM Pa3BUTHA, KOTOPbIe CaMU 10 cebe He MMeIoT
KJIMHIYeCKOTO 3HAYeHHUSI, HO BBICTYNAIOT B POJIK CTUTM ((HEeHOB).

I[To faHHBIM MeTepOypPrcKUX HEOHATOJIOTOB, TP KaTaMHECTUYECKOM
obcnenoBanun JICT nuarHocrupyercsi y 56,3 % neteit 8—11 ner, mepe-
HECIIMX MepUHaTaIbHYIO0 TaTOJOTHI0, MOTPeOOBABLIYIO FOCIUTATN3ALMN
B OTZleJIEHUU peaHuMalii HOBOPOXJeHHbIX. 3 HUX 26,9 % oTHOCUTCA
K HekjaccuurupoBaHHOMY deHOTHIY. YMepeHHas crenedHb JCT nua-
THOCTHPOBaHa y 46,2 %, Tsxxenas — y 23,5 % fereii (BMecte 69,7 %), T. e.
Cpeny ZieTeil, epeHeCcInX TSHKeyo epuHaTalbHYI0 TaTOJIOTHIO, TPeos-
JazaoT yMepeHHas iy BbipaxkeHHas [ICT. ITo Mepe yBeln4deHUS TAXeCTH
IIaTOJIOTHU BO3pacTaeT [0 JieTeil, uMetomux BeipaxenHyo [JCT. Y ne-
Tel, POXJEeHHBIX Ha cpoke recrauuu 30—31 Hex., yacToTa NPOSIBIEHUN
MakcruMainbHa (86,7 % ymepeHHOi 1 BeipaxkeHHo# [ICT) [153—155].

ITo naHHBIM 06CnenoBanus 882 neteil Ge3 HacIeCTBEHHbIX 3a00e-
BaHU C TepUHATaIbHBIMU [TOpa’KeHNAMU HepBHOM CHCTeMbI, ITPY YKOPO-
YeHUU recTallMOHHOTO Cpoka KomuuecTBO MAP 0TueTIMBO MOBBINIANOCh.
Y HemoHoueHHbIX IV crenenu (Macca tesa MeHee 1000 r) HU3KMI ypOBeHb
CTUTMaTU3alM1 OTCYTCTBOBAJ, a cpefiHee KoianyecTBO MAP cocTtaBuio
12,7 £ 0,5. YacToTa MaTOJIOTMH HOBOPOXEHHBIX Oblla TaKke CBsi3aHa
C yPOBHEM CTUTMaTH3alMu. Y IeTeii ¢ 3a/1epXKK0il BHyTpUyTPOOHOTO pas-
BUTHA HU3KUI ypOBEHb CTUTMATU3alMY BCTpevasics B 2 pasa, a y naryeH-
TOB peaHVMAaLMOHHBIX OT/IeJIeHU! — B 5 pa3 pexe, ueM BbICOKUIA. Y neTeit
IbIOMKX ¥ HAPKO3aBUCUMBbIX MaTepell BBICOKUI YPOBeHb CTUTMaTU3aluu
BCTpedascs B 14,7 pasa vamle, 4yeM Hu3kuil. [Ipu ompeneneHun cBA3U
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YPOBHA CTUTMAaTH3alUy ¢ GAaKTOPaMH PUCKA U YaCTOTOW COMATHUYECKON
U IICUXMYeCKO TaTOIOTMY OTMeYeHO, 4TO IOCTHATAJIbHbINM OHTOreHe3 fie-
Teil pe3Ko HapyIeH npu KommdectBe MAP 10 u 6oiee [243].

IMonudyuknuonansHocTs CT 1 MynbTUdakTopHas npupoga JCT mo-
TYT IPOSIBUTHCA YK€ B paHHEM [TOCTHATaJIbHOM [lepuofie B BUJie reHepau-
30BaHHOTO TeyeHUs] MHQEKIHH, TOBBIEHHON 4aCTOTHI TeMOpparnyecKo-
r0 CUHIPOMA, JJIUTEJLHOCTH 32)KUBJIEHHS ONePALIMOHHBIX PaH U 00Imeit
a/[anTaMoOHHOM CrI0cOBHOCTY opranu3ma [257].

Y neBouek U3 XUMUYECKH 3arps3HeHHbIX pallOHOB BbIsIBJIeHA aCTeHU-
3allysl TeJIOCTIOXKEHHUS, YTO, O4€BUAHO, 0OYCIOBIIEHO AJUTENIbHbIM XUMHU-
YeCKUM 3arpsi3HeHreM cpefibl. YCTaHOBJIeHa 3aBUCHMOCTb TpaliuIn3aluiu
TEJIOCTIOKEeHHS OT 3arpsi3HeHHst aTMOC(epHOro Bo3jyxa B paiioHe Ipo-
xuBaHus [148]. CaBUHYIUCH CPOKYU HOJIOBOTO CO3pPeBAHUSA TOAPOCTKOB,
10 0OXBaTHBIM MapaMeTpaM M Macce TeJla OHM OTCTAalOT OT POBECHUKOB
Hadasa XX B. CpenHuil Bo3pact MeHapxe 3a 10 et yBenuymics Ha 3 Mec.
u cocraBua 13,25 roga. DTo NPUBOAUT K JIeNMTOCOMU3aNuy (rpanuamnsa-
11n). YacToTa KOHCTUTYLIMOHAIbHBIX TUIIOB He NpeTepIiesia M3MeHeHUH,
OZIHaKO BHYTPU Ka)kZIOTO THIIAa OTMeYeHO CHIKeHHe MacCo-pPOCTOBBIX 110~
Kasareneti [270].

2.2. Pe3yAbTaTbl M3y4eHUs1 (peHOTUNUYECKHX
M aHAMHECTMYEeCKMX MPU3HAKOB AMCIIAA3 UM
COEAMHUTEAbHOM TKaHU

2.2.1. INpuHUMbI KAMHUYECKOM AMarHOCTUKHU

OnucaHo MHOXeCTBO (peHOB M MUKPOAHOMAJIHii, KOTOPbIe MOXXHO pa3-
JIeUTh Ha BHeEIIHYe, BBIABIAeMble IIPH GU3NKATbHOM OCMOTpe, U BHYT-
peHHMe. YCTaHOBJIeHa B3aMMOCBS3b MeXJy KOJU4YeCTBOM CTUTM, BbIpa-
’KEHHOCTbIO (DEHOB U M3MEHEHUSMU COeJVHUTENbHOTKAaHHOTO KapKaca
BHYTPEHHUX OPraHOB — BHYTPEHHUMH (EeHOTUNNYEeCKUMHU NPU3HAKAMU
[96]. DuddepeHirpoBKa TAKUX CTPYKTYP, KaK TO3BOHOYHUK, KOXKa, KJa-
TaHBbI CepALa, KPyIHbIe COCY/Ibl, TPOUCXOUT B BIMU3KKe CPOKH PeTanibHO-
T0 Pa3BUTHSA, IO3TOMY COYETaHNe U3MeHeHHUIl B 3THUX CucTeMax HanboJee
BEPOSITHO Jist aMOpHo- 1 dperomaruit [107].

Pesynbratsl 06¢cenoBanus 1037 nereit 0—17 et B iBaHOBO MOKa3ay,
yro JICT, iuarHocTupyeMast o COBOKYMHOCTY (PeHOTUITMIECKUX MApPKePOB,
BbIABIIACTCA Y 9,83 % nereit. IIpu3Haku OTCYTCTBYIOT [0 rOZia C HAPACTaHU-
€M y JleTell IOUIKOJIbHOTO U MJIA/IIIero MKOJIbHOTO BO3pacTa [247].

B 1990-e rr. rpymmo#l wuccnenosaresieid IMOZA  PYKOBOZACTBOM
A. Y. MapteiHoBa obcienoBan 161 B3pocibiii maruenT ¢ JICT. Yacrota
npusHakoB B rpymie [[CT: apaxuomaktunus — 30 %; mepepa3srubariie
6obInoro majbia — 30 %, 3ansctbs — 35 %; TMC — 46 %; BbICOKOE ap-
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KooOpa3Hoe He60 — 41 %; rpyHOY J0pA03, CKoo3 — 34 %; nepopma-
1A TPYAHOM KieTku — 45 %; mnockocronue — 30 %; arpodudeckue ct-
puu — 34 %; nymmHa Tena (IT) Beime 95 nentunsa — 49 %; cooTHOLIeHNEe
pa3maxa pyk K [IT Beime 1,03 — 34 %; cooTHOIIEHNEe BBICIIMX CEerMeH-
TOB KOHEYHOCTel K HIXHUM MeHee 5 1leHTunsa — 16 %; muonusa — 43 %;
I[IMK — 74 % [169].

B. B. To0BCKO# Ha ocHOBaHUM 06cenoBanust 402 3M0POBBIX JO/Iei
TmoJiaraet, 4to mnpobyeMa M3ydaeTcs B TEPBYIO Ouepesib KapAUOJIOTaMH,
oTMeYast MaJsioe Yicio pabor, B KoTopbix JICT u3yyaeTcsi ¢ KOMIJIEKCHBIX
HO3ULMIA. YueHbIM ZienaeTcs BbIBOZ O ToM, 4To JICT MOTryT ClyXuThb oc-
HOBO ps/ia TaTOJIOTMYeCKUX COCTOSHUM U OKa3bIBaTh BIMSAHUE Ha Tede-
HUe pa3MM4HbIX 3a00jeBaHuil. OCHOBHblE (eHOTHIHMYECKUe MPU3HAKHU:
I'MC — 13,4 %; nnockocronue — 9,5 %; HapyuieHue 3peaus — 9,1 %; ru-
NeppacTsHKAMOCTD KOXU — 8,3 %; ckonno3 — 7,4 %. JlonoJHUTeNIbHbIE:
YeJTIOCTHO-NINLeBble Au3MOpun — 22 %; aHOMAajJWu YIIHBIX pakKo-
BUH — 15 %; aHomanuu 3y60B — 10,5 %. Y naiueHTOB OTHOCUTEILHO Ma-
Jible pa3Mephl cepAinia, CHIKeHo AJl, daie BcTpeyaerca muonus (73,5 %),
remopparuyeckuii cuazipom (94,1 %) [83].

P. P. liunges u C. H. IlTansHoBa (2003) pacnpenensioT NMpU3HAKU
JCT na rnaBHbie: [MC; II0CKOCTOMVE; BLICOKOE U TOTHYECKOoe Hebo; Jie-
dopmanys rpyHO# KJeTKu (BOPOHKOOOpa3Hasi M KHJIEBUHAS) M MO3BO-
HOYHMKA (CKOMMO3, KU(03, IIIOCKas CIMHA); MATOJOTUsl OpraHa 3peHHs
(MuomnMA, rUNIepMeTponus, aCTUTMATH3M, AUCTONNSA XPYCTaKKa); ITaToJI0-
TUs KOXU (TIOBBILIEHHAS PaCTSKUMOCTb, HEBYChI, FeMaHTMOMBI); aTOJIO0-
U KUCTeH U cToM (CHUH-, TIOJIU-, apaXHO-, KIMHO/AKTUINSA, CaH/laleBUIHAs
wesb, IV manen kuctu kopode 1I, HapylieHus pocra HOITeH, yTOJILeHre
HOI'TeBBIX (ajiaHr, [By3ybel] Ha CTONAax); U BTOPOCTEeNeHHbIe: aHOMaJIU
3y0OO0B, YIIHBIX PAKOBHH, TIOIBBIBUXH CYCTaBOB. CTereHb TSXKeCTH 3TU aBTO-
PbI IMaTHOCTUPYIOT CJIefytomuM 06pa3oM: I creneHs (Jierkast) — npy HaJIM-
41U 2 IIaBHbIX IPU3HAKOB; 11 (cpenHsasa) — npu HaMMuuu 3 rJaBHbIX U 2—3
BTOPOCTeNeHHbIX NPU3HAKOB UMK 3—4 IMaBHBIX U 1—2 BTOPOCTeNeHHbIX;
III (tsxenas) JCT — npu HanmUuyuuu 5 I7IaBHBIX U 3 BTOPOCTENIeHHBIX IIpU-
3HAKOB [262, 269]. OTMe4eHb! HecrienupUIecKre IPU3HAKY — 3aBUTOK BO-
JI0c B 06JIaCTH MAaKyIIKH, BOJIOCSIHbIE JOPOXKKK Ha Iee, 3y0UMKU Ha Kpae
3aBUTKA yXa, aCTEHUYeCKUI TUI KOHCTUTYLIMH BCTpevaeTcs B 62,7 % [76].

Kaxnblil ucciesoBaTenb Mpesiaaraet, o CyTH fiesia, aBTOPCKUM Bapu-
aHT OIIEHKU <«II0pOTa CTUTMATU3aIMK», TIPEBbINIEHNe KOTOPOTO MO3BOJIS -
eT iuarHoctupoBaThb [ICT. TlepeHoc cBeZieHUH, TOyuYeHHBIX Ha B3POCIION
HONYJIALNY B [IeJUaTPHUIO, Ipe/iCTaBIAeTCs HeollpaBJaHHbIM U HeKOppeK-
THBIM, YYUTBIBAs POAOJIKAIOIMECS TPOLIeCChl pOCTa U Pa3BUTHUsA, CBOIC-
TBEHHbIE ZIeTsM [249].

T. 1. KanypuHnoii u JI. H. A66akymoBoii [1, 122] nmpuBesieH airoputm
nuarHoctuku [JCT ¢ AMarHOCTUYeCKMMU Oaiamu, HO 6e3 OIleHKHU BhIpa-
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’KeHHOCTHU MpU3HaKoB (Tab. 9). CyiecTByeT AuarHocTUyecKas Tabiuia,
Tpe/iIoXKeHHasi TMHEKOJIOTaMH U pa3paboTaHHas Jisl B3POCIIbIX XKEHIIH
¢ yenbto guarHoctuku JICT mpu nposarnce Ta30BbIX OpraHoB [215, 216].
ITo psAny npu4YMH €10 KpaiiHe CJI0KHO NOJIb30BaThCA B MeUaTpUiecKoi
IpaKTHKe.

9. B. 3emuosckuii mpegnaraer cunapoM JCT cepaua (JCTC) umum
ZPyroro opraHa AWarHOCTUPOBAThH NPYU HAJIUUUKM OJHOH M3 KIMHUYECKU
3HaYMMBIX Masblx aHoManui cepaua (MAC) u fpyroro opraHa B coueTa-
HUY C TpeMsi U 6oJiee 3HaYMMbIMY BHelHUMU peramu JICT v posiBIeHU -
sMU BeretatuBHOU nucdyHkuuu (BM). TenepanuzoBanuoii popmoit JCT
clleflyeT Ha3bIBaTh CJIy4yau, MPU KOTOPBIX yAaeTcs BBIABUTb NMPU3HAKU
KJIMHIYeCKH 3HaYMMOTO BOBJIEUEHHUS B COEUHUTEbHOTKAHHBIN 1eQeKT
Tpex U 60Jiee OPraHoB U cucTeM. TaKo# MOAXO0A K AUATHOCTHUKE KIIMHITYeC-
kux ¢popm ICT cerogns motpeboBai mupokoro obeyxaenus [108]. o
ero unuiaTree B 2008 T. 6b1TH co3aHbl KOMUTET SKCIIepTOB 1 paboyast
rpynna no GpopMHUPOBAHUIO METOAMYECKNX PEeKOMEeHZAAlWi Ha AaHHYIO
temy. B 2009 r. pe3ysbTaToOM UX [IeATeIbHOCTHU CTaJIO OSABJIEHNe POCCUNA-
CKUX peKkoMeHpauuil «HacyiesncTBeHHble HapylleHUs COefWHUTEeNbHOMN
TKaHW». BbUM yTBepKAeHbI 7 NUCIIACTHYECKUX CUHAPOMOB U (GeHOTH-
MIOB U MMPUHATHI UX AUarHoctuieckue kpurepuu [182]. HoBas penakius
poccuiickux pekoMeHzpanuit (2012) comeput 6 GeHOTHIIOB (UCKIIIOUeH
cMelTaHHbIN) [183].

Tabnuya 9
3HauuMocTb ¢peHoTUNNYECKUX Mpu3HaKoB JICT B 6annax
IIpusHaku bannbt ITpusnHaku bannbt
DIMKaHT 2 |IInockas rpynHas KieTka 2
VickpuBrieHre HOCOBOY nepe- 2 |BopoHkooGpa3Has rpyfHas 6
TOPOJKHU KJIeTKa
IMaTosorus 3peHust 4  |«SIMKa» Ha rpyauHe 2,5
TonyGble CKIepbI 1 |Kudos 6
[Mupokoe nepeHoCbe 1 |Ckomnos 4
CenI0BUIHBIN HOC 2 |AcTeHHYeCcKOe TeJ0CI0KeH e 1
OTTONBIPEHHBIE YIIN 1 |M30rHyTbIe peCHULIBI 1
ITpupocime MOYKH 1 |Jlerkoe BO3HMKHOBEHNUE CU- 3
HAKOB
TunepTenopusm rias 1 |Ipeoknu 3
Bricokoe HEGO 3 |CnabocCTh MBIIILL XXUBOTA
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Oxonzanue mabn. 9

IIpusnaku Bannbt ITpusHaku Bannbl
BnenHOCTb KOXU 2  |IlonepeyHas UCYePUEHHOCTh 3
XKHBOTA

INoBbILIeHHAsA PACTAXUMOCTD 3,5 |CuHAaxKTUNUA NajiblieB CTOINbI 3
KOXU

Koxa Kak 3amia 2 |HaronTbimu 1
HexHas Koxa 2 |Ilmockocronue 35
BbIpakeHHas1 BEeHO3Has CeTh 3 |TunepMOGUIBLHOCTD CYCTABOB 4
KOXU

MOPpIMHUCTOCTD KOXH 2 |Hallux valgus 2
ITurMeHTHBIE IATHA 1 |BosblLias BBITOIKA CTOIBI 3
KunesunHas rpynHas KjieTka 7 |CaHpaneBuziHas Iiesb 2
PacmmpenHble KanuuIsApbl 2 |Hanuuue pyGUMKOB Ha KOXKe 2

IIpuMedaHMe: fUarHOCTHYeCKass cymMMma 6asoB: 1-1 creneHb (BapuaHT HOPMbI) —
Mmenee 12 6aioB; 2-51 creneHb (JIerkas v ymepeHHasi) — 12—23 Gasuia; 3-51 crerneHs (Tsoke-
nasi) — GoJee 23 6asIOB.

1) Mapgpanonodobneii ¢penomun (cuHonum: MASS-TI0N06HBDIA)
BKJIFOYaeT MUPOKHI Iaa30H COCTOSTHU OT «HeronHoro» CM o 6o1ee
JIETKUX COCTOSIHUH, KOTOPbIe JUarHOCTUPYIOTCA IIPU HAJIMYUY IPU3HAKOB
BOBJICUEHNsI KaK MAUHUMYM TpeX CHCTeM: KOCTHO-CKeJIeTHO!, cepieuHo-
COCYIUCTOU U XOTsI ObI OIHOM M3 ABYX — JIEFOYHON WJIM 3PUTENBHOI.
ITepeyeHb BUCLiepaJbHBIX IPU3HAKOB: JUJIATaLMA KOPHSA a0PTHI B COYeTa-
Huu ¢ myuonueii u/vmu [IMK 1 Hanu4yreM IPU3HAKOB CUCTEMHOT'O BOBJIe-
venusi CT meree 5 6aioB (1o [eHTCKAM KPUTEPUSIM).

2) Ilepsuznoiii (usonuposannnwiti) IIMK. B Tex ciy4asx, Korjia pedb
WZET O IIOTPaHNYHOM 3HaueHWH TIPOJIabUpPOBaHNUs CTBOPOK MUTPAJIBHOTO
knanana cepaua (MK), ux yrommenun (4 MM) U/WId MUTPANbHON pe-
rypraranuu I cT., HO UMeITCA NPU3HAKUA CACTEeMHOro BoiedeHus CT
1o 4—5 6asuioB, cieayeT CTaBUTh AWarHo3 morpanudHoro [IMK. B Tex
ciydasix, Korjia crereHb nposabupoBatusi ctBOpok MK (Mmeree 2 Mm) He
CONPOBOJK/IaeTCA TNPU3HAKAMU MUTPAJIbHON PeTrypruTalydyd U MUKCOMa-
TO3HOU ZiereHepauu (TOJIIMHA CTBOPOK 3 MM U MeHee), C BLICOKOH cTe-
TIeHbI0 BEPOSATHOCTH MOXHO FTOBOPUTD O TOM, 4TO peyb UzieT 06 OZHO# 13
MasbIx anomanui cepana (MAC).

3) Mapgarnonodobras enewrocms TpeanonaraeT NpU3HAKK IPerMy-
IIIeCTBEHHOTO BOBJIEYeHHsI KOCTHO-CKeJIeTHOH crcTeMbl (Haauuue 4 u 60-
Jlee KOCTHBIX [IPU3HAKOB Y JIMIl C aCTeHUYeCKUM TeJIOCIOKeHHeM) U OT-
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CyTCTBHE IIPU3HAKOB BOBJIedeHUs opraHa 3peHusi, CCC U AbIXaTelbHOU
cuctembl. [Ipu3Haku MapdpaHonono6Hoii BHemHoCcTH [310]:

— JI0JIMXOCTeHOMEJIUS;

— OJIMH U3 IPU3HAKOB apaxXHO/JaKTUIINH;

— acMMeTpusi, KWJIeBU/HAsA, BOPOHKOOOpasHas aepopmanus rpya-
HOW KJIeTKU;

— BaJsbrycHas iepopMarys CToI;

— MJIOCKOCTOIINE;

— HpOTPY3usi Ta300eJPEHHOTO CyCTaBa 000 CTeneHu;

— CKOJIMO3 WJIM TOPaKOIIOMOAJbHbII K1pO3;

— JsueBble fu3Mopoun (He MeHee 2 u3 5: monuxouedanus, 3HOP-
TaJlbM, CKOLIEHHbIe BHU3 IJ1a3Hble 1LIe/H, TMIIONa3us CKyJIOBbIX KOCTeH,
peTporHarus).

4) Drepconodobruiii peromun BKIKOYaeT B cebsl MUPOKUIA AMANA30H
COCTOSIHUH OT «HerojaHoro» COJI [0 JIerKUX U KIMHUYeCKU MeHee 3Ha-
YMMBIX COCTOSIHUH, KOTOPbIe TUarHOCTUPYIOTCSA IPU HAJTMYUY TPU3HAKOB
BOBJIEYEHNUS KOXXU, MBILIEYHON CHCTeMBI, COCYZI0B. I1aBHOe ycnoBue —
HaJIny¥ie He MeHee 2 MaJIbIX TIPU3HAKOB BOBJIEYEHUS KOXKU (CM. TabI. 2).

5) Zobpoxazecmeennas eunepmobUnLHOCMb CYCMAB08: JUATHOCTUPYeT-
cs1 Ipu Hasmuuuu 2 6osbiux KputepreB I'MC, 1160 0HOTO 6OJBIIOTO U 2
MaJIbIX, MO0 4 MaJbIX KpuTepueB. [[ByX MaJbIX KDUTEPUEB JOCTATOYHO,
ecy uMeetcst 6JIM3KKi poacTBeHHUK ¢ TMC.

6) Hexnaccupuyupyemoui gpenomun: BpiABIseTC 5 U Gosee 6annoB
crcreMHOro BoByedeHus CT, OTCYyTCTBYeT JOCTaTOYHOe KOJIU4YeCTBO Ipu-
3HAKOB ZJIS AUATHOCTUKHY BBINIEIIePEUNCIIEHHBIX JUCTIIACTHYeCKIX QpeHo-
trroB. K 1aHHOMY QeHOTUIY CIiefiyeT OTHOCUTD U CJIyYad BBISIBJIEHUS HE
MeHee 6 MaJIbIX BHEIIHUX U /WY BUCLiepaibHbIX npu3Hakos JICT npu yc-
JIOBUY MCKJTIOUEHNSI BCEX BBILIENIePeUHCIIeHHBIX CHHIPOMOB U (JeHOTHUIIOB
u npu Hammuuy ortAromenHoro no HHCT cemeliHoro anamHesa. ToJlbKO
B CJIy4yae 6-ro THIIa MOKHO TOBOPHTH O TaK Ha3blBaeMol HenrddepeHNu-
posanHo# ICT (HACT).

Takxe peKOMeH/IALIMHU BBIENAIOT CYOKIMHUYECKYI0 pOPMY — MOBBI-
IIeHHYI0 JUCIUIACTUYEeCKYl CTUTMATM3alMi0 Ha OCHOBAHUU BbIJleJIeHUS
BHEIIHUX WJIU BUCLIepajIbHbIX TpU3HaKoB. PeHoTHnb! 1 1 3 4aCTUYHO COB-
HazZialoT 10 KIMHUYeCKUM nposBaeHrsaM ¢ CM, 4 1 5 — ¢ K1acCuueckum
¥ rrnepMoOubHbIM Tinamu COJI. HeknaccupuuypoBaHHbIH (pEeHOTHI U
TIOBBIIIEHHAsA AWCIIIACTUYeCKas CTUTMaTU3alus MMeIT MUHUMaJbHble
KJIMHUYeCKKe POsIBIeHNs ¥ OJIM3KU K BAPUAHTaM HOPMBL. Y z1eTeii ud-
¢depenuuposats [JCT 1o cuHApOoMaM U GeHOTHUIIAM CJIOKHEE BCIIeJICTBUE
HEOKOHYeHHOro (GOpPMHUPOBAHUS OPTAHOB M CHCTEM, HEIlOJHOW pa3Bep-
HYTOCTU KJIMHUYeCKON KapTUHbI. PekoMeHzauy mpesiaraloT BHIHOCUTh
JCT B KadecTBe CONYTCTBYIOLEro AuarHo3a. IlpeanaraeM cUUTaTh JaH-
Hble KOHCTUTYLIMOHAJIbHbIE 0COOEHHOCTH KIMHUYECKUM U TeHeTUYEeCKIM
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($OHOM CHHTPOIIHBIX COCTOSIHUH, JIeKAIIMX B OCHOBe pOPMHUPOBAHUS T10-
JIMOPTaHHBIX HAPYIIEHWH.

2.2.2. TabAnua AMarHOCTM4EeCKMX MPU3HAKOB
AMCIIAQ3MI COCAMHUTEABHON TKaHN

Ha ocHOBaHUM /JaHHBIX JUTepaTypsl [1, 216], onbITa KIMHUKA U Ka-
dezpbl, cOOCTBEHHBIX HAOJIOZIEHMI HA JTale Habopa MaTepuana HaMU
OblTa pa3paboTaHa [JMarHOCTHYecKas TabJyula MepBOHAYaJbHO U3 50
JVarHOCTUYeCKUX NPU3HAKOB C KOJIMYEeCTBEHHOW UX OLIEHKOWU. B 0CHOBY
ee TOJIOXKEHO Hajnuuue U BbIpakeHHOCTb JJCT, KaXzablil MpU3HaK ole-
HuBaetcs ot 0 10 3 6a/UIOB B 3aBUCHMOCTH OT BbIpaXkeHHOCTH. Tabiuna
ony6JIMKOBaHa HAMH B JIBYX U3/JaHUAX ydeOHUKA <«[leTcKue Ooyie3HU»
(2007; 2012) u nartu — <«lIleguatpus» (2002—2010). B manHoii rinaBe
TIIepPBOHAYA/IbHbIN BapUAHT TabJMIbI HE IPUBOUTCS, OTOOP TPYII IPO-
BOAMJICA C yyeToM 50 TPU3HAKOB.

JeTy, MOCTyNUBIIME B KJIMHUKY, OCMaTpUBAJNCh IO eAWHON Me-
TOAVKE C OLEHKOM KaX/Ooro Npu3HaKa U CyMMUPOBaHUEM OaJlioB.
JlMiarHOCTUYEeCKMM MOPOTOM cunTanach cymma 30 u 6osee 6auioB, onpe-
ZleJleHHas 110 110CTIeZloBaTeIbHOMY KPUTepHUIO OTHOIIEHUsI BEPOSATHOCTeN
Banba. JlaHHBIN OaJIbHBINA TPUHIUI UCTIOB30BAJICS [T OIIEHKK CHC-
TeMHOT0 BoByieueHus CT B TeHTCcKUX KpuTepusax auarHoctTuk CM [367].

13 6osee 9000 GONBbHBIX, HAXOAMBLIUXCS B KJIMHHUKE ETCKUX 00-
nesHeir uM. M. C. Macsosa BoeHHo-MeannuHcKo# akagemuu ¢ 2002 o
2011 r., b y 5 6bUIM BbIABIEHB! MOHOreHHble H3CT (4 Masnbumka
c CM u 1 neBouka ¢ Metadu3sapHoii xoHapoaucmiasueil llimuza). B aByx
cnydasix CM mapdaHOno06HOe TeIoCNoXeHre BCTPeYanoch Y OFHOTO
M3 POJMTeJIeid, HO KIMHUYECKU pa3BepHyTOro 3abosieBaHus He HabJrOa-
7ock. JIBa ocTanbHBIX cnydas CM u ciydail Metagu3apHON XOHAPOAKC-
mias3uu LImMusTa O CIOPaZANYeCKUMU.

ITpoBezieH O0TOOP M KJIMHUKO-7ab0OPAaTOPHBIA U MHCTPYMEHTAJbHBIH
aHasm3 obcnenoBanus 496 fetedt v MOAPOCTKOB:

1) 5 pereii ¢ ycTaHOBJIEHHbIMU JAuarHo3amMu MoHoreHHblx H3CT
(4 manpunka ¢ CM u feBouka ¢ MeTadU3apHON XOHAPOAMCILIA3WeEN
OImunra).

2) B knunuKe O6b1 06cenoBaH 261 peGeHOK B Bo3pacTe OT 4 JieT
10 mec. 1o 17 ner 6 mec. ¢ onpeznenenrem npusHaxkos JICT.

CdopmrpoBaHO 3 rpynmsl.

1-s rpynmna, ocHoBHas, 166 feteii ¢ BbIpaxkeHHbIM peHOTHIIHYEC-
KUM Habopom npusHakoB JICT u cymmoii 6aioB 30 u 6osiee 1o ua-
THOCTUYeCcKOo#t Tabnue, 84 neouku (50,6 %) u 82 manbuuka (49,4 %).
Cpennuii Bo3pact 123,88 + 48,1 mec. (10,32 + 4,00 roza). CpezHAA CyM-
Ma 6asuioB B rpynme 37,12 + 5,88.
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B cocrage rpynmnbl 6bUIM BbIeneHb! moArpynnsl: (la) u3 39 nereit
¢ cymmoti 6anos 40 u 6osee u moArpymnna u3 22 nereii ¢ MappaHonono6-
HBIM (EHOTHUTIOM.

Bbl710 BBIZIETIEHO 2 IPYMIIbl CPaBHEHUS:

2-g rpynna, 45 fieTeil c yMepeHHo# peHOTUNNYECKO¥ BhIpAKeH-
HocThI0 mpu3HaKoB JICT u cymmoit 6autoB ot 20 10 29 (NOBBIIEHHAS
AUCIUIACTUYecKas CTUrMaTu3anus), 24 nesouku (53,3 %) u 21 maabuuk
(46,7 %). Cpennsisi cymma 6aioB B rpymie 25,25 + 3,11. Ipynma ciyxu-
71a 1A BeIsByIeHus crienumyaocTy GperoB ICT u mokas3aTenbCTBa CBSA3U
UX YMCJIa U BHIPAXKEHHOCTH C OpraHHbIMU U3MeHeHusAMU. CpeaHuil Bo3-
pact 124,55 + 46,77 mec. (10,38 + 3,90 roza).

3-a rpynna, 50 fieTeil, HAXOAUBIIUXCS HA CTALIMOHAPHOM 00CJ1e-
AOBAaHMH B KIMHHMKeE 10 NOBOAY GyHKIMOHAIbHBIX 3200JI€eBaHHUI C
KOJIN4ecTBOM 6ayuioB MeHee 20 (COOTBETCTBYET MOMYJSALMOHHBIM JIaH-
HBIM), 24 fieBoukH (48,0 %) 1 26 ManbuukoB (52,0 %). Cpennuii Bo3pact
153,46 + 41,52 mec. (11,78 + 3,46 roza). CpenHss cymma 6aijioB B rpyI-
ne 12,50 + 3,97.

[pynmel cpaBHeHUs1 6bUTM CPOPMUPOBAHBI U3 JIeTell COOTBETCTBYIO-
IIMX BO3PACTOB U 3abosieBaHumil. [pynmbl ObUIM PaHAOMU3MPOBAHBI MO
OCHOBHBIM 3a00JIeBaHUsIM, BO3PACTY, OJIOBOMY cocTaBy. OHU He cozep-
Xanu gereit [IV—V rpynn 310poBbs.

3) Taxxe 6b11u 06cIe0BaHbl 230 MaJbYMKOB, BOCIMTAHHUKOB [I0-
BY30BCKHMX BOEHHBIX yueOHBIX 3aBefieHHi: 118 00cieZIoBaHHBIX IO MECTY
yueObl KJIMHUYECKH 370POBBIX MOAPOCTKOB U3 CaHKT-IleTepOyprckoro
CyBOPOBCKOTO yunIuIla (A7 u3ydeHus pacrnpezeneHus npusHakos JICT
B IIOMYJISIMK MaJIbYMKOB, cpeiHMii Bo3pacT 15,33 + 1,19 roza) u 112 06-
CJIeOBaHHBIX B KiuHUKe KajeT CaHKT-IleTepOypcKOro BOEHHO-KOCMU-
YecKOro KaJileTCKoro Kopiiyca (C Iefbio M3ydeHUs paclipefieleHus Mpu-
3HakoB JICT B nomynsuuy NOAPOCTKOB U B KAa4eCTBE AOIOJHUTENbHON
TpyIIIbI CpaBHeHU, cpefHuii Bo3pact 15,67 = 1,19 roza).

Jletn Bcex rpynm o0OC/ieZIOBaHBI MO €JUHOUN mporpamme. BoJbimas
YacTb HeMHBA3MBHBIX MCC/Ie[JOBaHUI TIPOBOJIMIACH BCEM JIeTAM, B CIy4ae
HeoOX0JMMOCTY Ha3HaYaIMCh 06CIeJOBaHMSA 110 TOKA3aHUSIM:

1) obmekauHUYecKoe (cOOp MHAUBHUAYATBHOTO U CEMEIHOTO aHaMHe-
3a, pe3yJbTaThl 00BEKTUBHOTO OCMOTpA C OLleHKo# mposienuit [ICT no
eZIMHOIi TabJIvLe MPU3HAKOB, OlleHKa GU3MIECKOTO Pa3BUTHA);

2) obuMit aHaIM3 MOYH, KJIMHUYECKUI aHAJIN3 KPOBY;

3) obcnenoBanre CCC: anektpokapauorpadus (DKI'), sxokapauo-
rpa¢us (DxoKT), kapauounnTepsanorpadus (KUT);

4) obcnenoBanust JKKT: Y3U opraHoB GPIONIHO# MOJIOCTH; TI0 MOKa-
3aHusAM: ¢ubporacrpoayonerockonusi (PIZC), cyToyHOE MOHUTOPUPO-
BaHUe XeJTyNOoUYHON KUCIOTHOCTY;

5) obcenoBaHre MOYeBbIIEIUTENBHOI crcTeMbl: Y3U 0Yek;
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6) obcenoBaHye OPraHOB OMOPBI U JIBW)KEHUS: peHTreHorpaduye-
ckue u Y3 -uccienoBaHus meiHOro oT/iesia T03BOHOYHUKA. Ha BTOopoM
Talle UCCIeI0BaHNA — JIByX3HepreTHdecKas peHTTeHOBCKas abcopoLyo-
MeTpus (OCTEOZIeHCUTOMETPUS) MOSCHUYHOTO OT/esla [T03BOHOYHMKA
U BCEro CKeJeTa;

7) obcnenoBaHue LieHTpaibHOI HepBHOU cucteMbl (LIHC): HeBpo-
JIOTU4ecKuit ocMoTp, HeitpocoHorpadusa (HCT), anexTposHuedanorpa-
¢us (O3T), ynbrpasBykoBas ponmieporpadus (Y3IAT) MarucTpaabHBIX
COCY/IOB TOJIOBBI;

8) uccne0BaHNA TPOMOOLIUTAPHOTO TeEMOCTa3a: MOACYeT YUCTIA TPOM-
OOLMTOB, UCCIIeZIOBAHUE arperaloHHOl GyHKIMY;

9) GuoxuMuyecKue MCCIeOBaHUS CHIBOPOTKU KPOBU: ONpeiesieHue
aKTUBHOCTH IIeJIOYHOI docdaTassl, TpaHCAMKUHA3, KOHIIEHTPALUHK 001I1e-
ro XoJiecTepyHa, Kaausd, Kanpuus, pocdopa, HaTpus, xXjaopa.

JlarHocTHYecK1e CCieJoBaHusA TPOBe/ieHb B KJIMHKKeE IeTCKUX 00-
nesHeil uM. M. C. MacnoBa BoeHHO-MeANIIMHCKON aKa/leMUAH 110 eINHBIM
KpUTepUsAM U OFHWMH crenuanucramu: pacmudposka DKI' — k. M. H.
I0. B. Cepena; 9xoKI' — k. m. H. 0. B. Cepena, k. M. H. B. B. TuxoHOB;
Y3W BHyTpeHHUX OpraHoB — K. M. H. }O. M. CrapoBepoB, K. M. H.
C. b. Kansamus, k. M. H. B. B. Tuxonos; ®IIC 1 CYTOYHEIA MOHHTO-
DUHT KUCJIOTHOCTH XXeayaka — K. M. H. A. I. Moxeliko; HelipocoHorpa-
¢us (HCT) — k. m. H. T. H. IInatonoBa, C. B. ApeirvHa; yneTpa3ByKoBas
nonieporpadus (Y3II) MarucTpanbHBIX COCYZOB TOJOBBI — K. M. H.
C. b. KanazauH; oneHka peHTreHorpaMm 1 ¥Y3U melHoOro otzaesna no3Bo-
HouHuKa — T. V1. Ap3ymaHoBa; anekTposHedanorpadus (O3I) — 1. M. H.
A. B. Mupo:o60B. VIHBa3MBHbIe MCCIe0BaHUs IPOBOJUIIUCEH CTPOTO MO
nokazaHusaM. OCTeoJleHCUTOMeTpUs MPOBOAUJIACH B PeHTreHOJornyec-
KOM oTZiesieHnH LeHTpa aKoIornyeckoii ¥ pasualioHHON MeANUIIHbI UM.
A. M. Hukudopoa MUC PO (k. m. H. U. [I. Hukudoposa).

Mletam 1—3-ii rpynn ycTaHaBIMBAJIUCh AUATHO3BI MOCJIe 06Cieno-
BanuA. [lnarHo3 [ICT B KayecTBe OCHOBHOTO WJIM CONYTCTBYIOLIETO ObLI
nocrasJieH B 36,7 % ciydaes. /ICT B KauecTBe OCHOBHOI'O IMarHO3a [eTAM
1-i1 rpynnel ycraHaBmBancs B 13,9 % ciy4yaes, Koraia OCHOBHBIE XaJI00ObI
¥ IIaTOreHe3 CONyTCTBYIOLIMX 3a6oseBaHuil OblM cBs3aHbl ¢ [ICT. B oc-
TaJIbHBIX CJIy4Yasix 3TOT JUArHO3 ObUI MOCTABJIEH B KaUeCTBe COMYTCTBYIO-
IIero WJIM OTMedasicsl KaK KOHCTUTYLIMOHAIbHAS 0COOEHHOCTb.

B nuTepaType oTMeYanach MOJUOPraHHOCTh MOPAXKEHUIA ¢ GOIBIIAM
YHCIIOM COMyTCTBYIOMUX 3aboneBanuii mpu ICT. B nozasIsioniemM 6071b-
IIMHCTBE CJIy4YaeB AeTsIM 1-ii rPyIIIbI CTaBUJIOCH 60Jiee OZIHOTO COMYTCTBY-
IOIIero AuarHo3a. YucIo Takux ANarHo3oB B 1-if rpymme 65110 HAUOOIb-
M (2,1 auarHosa Ha pebeHKa B cpeZiHeM), MeHbIIUM BO 2-ii (1,73) u Ha-
MeHbIUM B 3-i1 (0,86). B 1-ii rpyrme yacThiMU ObLIM JUAaTHO3BI, CBSI3aH-
Hble ¢ HAJIMYMEM XPOHUYECKUX 049aroB mHekuwun: ageHousisl (13,9 %),
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xpoHudeckuit ToH3WLUT (15,1 %). Bricoka yacTota muonuu (21,1 %),
4TO TaK)Ke OTMeYaeTcs B IUTepaType. BrIcOKO#1 ObLIa YacTOTa Hefpouup-
KkynsaropHo# aucoyukimu (HIIT) (35,5 %). B 10,2 % B AuarHo3 BBIHO-
cunoch U cHxeHre MITKT — B Tex ciydasx, KOrzia OHO ObLIO 3HAYM-
tenbHee —2,5 STD (cpeAHeKBaApaTUYHOrO OTKJIOHEHU), 4YTO MMeeT yxe
KJIMHUYecKoe 3Ha4eHNe U ABJIAeTCs I0Ka3aHueM Jis JiedeHNs.

Bo 2-ii rpynmne afeHousisl (17,8 %) u xponndeckuit Tonswut (20,0 %)
BCTpeYasIich HeCKOJIBKO vallle, 4eM B 1-ii. B rpymnie Takxe BbICOKA 4acTOTa
acTeHOHeBpoTHYecKuXx cocTosHui (17,8 %) u muonuu (11,1 %).

B rpynnax 1 u 2 Bblle, 10 CPaBHEHUIO € 3-i, 4aCTOTA IMarHO30B T1-
nepTpoduu aZleHOUAOB U XPOHUYECKOro TOH3WJUINTA, ckonuno3a, JCT,
nucbuo3a KuImeyHWKa. B 1-# rpymnme 3HaYMMO daile BCTpedyaloTcsi BA,
aZleHoU/Ibl, XPOHUYeCKUN TOH3WLIUT, Muonus, OIl, kuieyHble napasu-
TO3BI, TPOMOOLIMTONIATHH, FOJIOBHbIE 00N HANIPSKEHUS.

C uenbio BBIACHEHWA HauboJiee YyBCTBUTEJLHBIX M CHEIUUYHBIX
npusHakoB JICT mpoaHaaM3MpOBaHO MX paclpezesieHue B 00CiIe0BaH-
HBIX I'PyNIax U cOYeTaHue C IOJUOPraHHbIMYU HapyLIeHUAMHU 110 Pe3yJib-
TaTaM 00CJIe[0BaHUsA. YKe Ha 3Tare HAbopa MaTeprasa HaMu ObLIa OTMe-
4yeHa HU3Kas AMarHocTudeckas LIeHHOCTb psfia Ipu3HaKkoB. OHAKO Ma-
TeMaTU4ecKoe /I0Ka3aTeJIbCTBO LIEHHOCTH (eHOTUIMYeCKUX MPU3HAKOB
B COIIOCTABJIEHUH C JaHHBIMH 00C/IeZI0BaHNsA ObITIO POBEZIEHO M0 OKOH-
4yaHUU c60pa MaTepuara.

OueHKa 6a/IbHBIX IIKAJ BHINOTHEHA /IS BBICHEHUS KJIFOYEBbIX BOII-
POCOB HCCIe/JOBaHNUA:

1) KaKoBa ;MarHOCTUYECKY 3HAYMMas CyMMa 6aJlIoB?

2) Kakue Npu3HaKy HauboJee crielidUYHbI 1 MHPOPMATUBHBI JIST MIX
BKJIFOYEHMS B OKOHYATe IbHbIN BAPUAHT AUATHOCTHYECKOH TabIMIIbI?

3) KaKoB MarHOCTHYecKuil K03GUIMeHT KaXk/J0ro Npu3HaKa?

ITosny4eHHbIe pe3ynbTaThl ObLIN 06pabOTaHbl METOAMU MHOTOGdAK-
TOPHOTO CUCTEMHOTO aHanu3a. IIpyu KOHCYIbTaTUBHOM IOMOIIY CUCTeM-
HOTO aHAJUTHUKA K. T. H. A. B. JlebezieBa ¢ OMOIIBIO TaKeTa IIPOrpaMM
STATISTICA for Windows Version 7.0.61.0 6bi1a chopmupoBata obimast
MaTpHlia, CONOCTaBJIAKIAA AaHHble OLleHKU (peHOTUNMUYeCKUX NpU3Ha-
koB JICT u pe3ynbrathl 06cienoBanus. Ha nepsom sramne ¢popmupoBa-
JIUCh KJIACTEPBI, TOKa3bIBAMONIYe PU3HAKY, HanboJiee TeCHO CBA3aHHbIE
C U3MEeHEeHUsAMH CO CTOPOHBI BHYTPEHHUX OPTraHOB, HA BTOPOM — MeTO-
IOM MHOXXeCTBEHHOT'O KOPPeJIALMOHHOTO aHalu3a OLeHUBAJICS AUarHo-
CTUYeCKUIi BKJIaZl KaXK/[0r0 IIPU3HAKa.

BeisiBIeHHAs TAKMM 00pPa30M 3Ha4MMasi CyMMa 6aJjijioB [UIs AMarHoC-
ik JICT cocraBuna 24,3 = 2,76 (p < 0,05), 4T0 conocTaBUMO C Iep-
BOHAYaJIbHbIM IMarHOCTHYECKUM ToporoM B 30 6asioB. Belia oneHeHa
ZMaTHOCTHYeCKas 3HaYUMOCTh OaJUIbHOH OLleHKM MPU3HAKOB B IPOLEH-
Tax, paccunuTaHa UHGOPMATUBHOCTb Pa3/iesIOB IPU3HAKOB U UyBCTBUTEb-
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HOCTb K@XXZOTrO MPHU3HAKA KaK 10 OTHOIIEHWIO K pa3feny, TaK 1 OOIuit
JIMarHOCTUYeCKUM BKIaz,.

JMarHoCTUYEeCKyIO0 [IeHHOCTb KaXK/I0ro MPU3HAKa CJIeflyeT MOHMMAThb
KaK 9yBCTBUTEJIBHOCTb. K Bompocy o criequpaHOCTH KaXKA0TO IPU3HA-
Ka B JaHHOM HCCJIeJJOBAaHUY MBI, KaK ¥ JJPyTHe UCCIIef0BaTeNu, OLONTH
B HACTOsIlee BPeMs He MOXeM, TaK KaK O CIenuUIHOCTH MPU3HAKOB
JCT He HaKOIUJIEHO MIOKA ZI0CTaTOYHBIX ZIAHHBIX. B HalIeM ¥ccie0BaHUN
HanOOJIbIIYI0 YYBCTBUTENLHOCTh (=~ 5 U Gosee %) MOJy4MIM IPHU3HA-
KU 2.5 «aCTEeHUYEecKOoe TeJOCIIOKeHue», 2.6 «TUMOIUIa3usl MYCKYIaTyphI
¥ )KUPOBOM TKaHW», 5.1 «zedpopManus rpyqHON KIETKU, 5.2 «CKOJIMO03»,
7.1 «TMIepMOOUIBHOCTD CYCTaBOB PYK», 7.2 «/ITTUHHBIE NaJIbLbI KUCTEM».
JlarHocTYecKast IIeHHOCTh OaJIbHOM OLleHKM TIPU3HAKOB IO TPYIIaM
TIpeZicTaBjieHa Ha puc. 3 (CM. LB. BKJIEHKY).

Takum 06pa3oM, GbUIM BBIsIBJIEHBI HanboJiee MHPOPMATUBHbIE MIPU-
3HaKu. B psane pabor: U. A. Buktoposoii (2004), F. Malfait (2006),
9. B. 3emuoBckoro [65, 111, 369] ormeuanach HanbonbIas UHGoOpMa-
THBHOCTh KOCTHBIX IPM3HAKOB M HAWMEHbLIAs — CYCTaBHBIX. Mexay
HUMH Ha BTODOM MeCTe 110 CIeNUPUYHOCTU CTOAT KOKHbIe MPU3HAKM.
Kak BuzHO, 5 U3 6 3TUX NPU3HAKOB — CKeJIeTHBIE.

Ipadmieckass 3aBUCMMOCTb AUATHOCTIMYECKOM 3HAYMMOCTH MPH3HAKOB
JOCT nipexncrasyieHa Ha puc. 4 (CM. IB. BKJIEHKY). [IJ1 IPaKTUYecKOro OTBeTa
Ha BTOPO¥ BOIIPOC, IIPe/ICTaB/IeHHbIIA B Ha4aJle IaHHOH IJIaBbl, Oblja IPOBe-
TleHa COPTUPOBKA MPU3HAKOB. JI0Ka3aHo, 4To orpesieieHue Beex 50 mpu3Ha-
KOB B IIPAaKTUYeCKOH JIeATeIbHOCTY UMEeT MaJio CMBICTIA, TaK KaK CPe/iil HUX
€CTh TPYJHOBBIABIIsIeMble U MaJonH($OpMaTHBHBIe. OHUM W3 IIPAKTHYec-
KMX pe3yJIbTaTOB HAIllero MCCJIeOBaHKs OJDKHO ObUIO SIBUTHCS CO3JaHHe
PEBU30BAHHO! TabJMIbI AUaTHOCTUYECKUX MPU3HAKOB. V13 50 MpU3HAKOB
JCT namu 6buTH MCcKITIOUeHbl 20 1 octaByieHbl 30. Kputepuut UCKITIOUEHMSE:
CJIOXKHOCTD OIIpefieNieHNs1 IPU3HAKA TIPY HU3KOW YyBCTBUTENHLHOCTH (ZHa-
THOCTUYeCKasi LIeHHOCTh < 1 %, BHICOKMI1 BapHallMOHHBII pa3Max, pubm-
KAIOLIMICA M [IPeBbIIIAONIIA NPOLIEHTHOe 3HaYeHe [TPU3HAKa).

MBI MCHONMB30BaMM OINBIT MCCIeoBaTeNeid, pa3paboTaBmmx Tabiu-
bl CO 3HAYMMOCTBIO PU3HAKOB M IPHCBOEHHEM UM JUAarHOCTUYECKOTO
Koapdurimenta [122, 215, 216]. Jlauublit 6anabHbINA TPUHIUIT KCTIOJb-
30BaJICSl U /71 OLEHKU CHCTeMHOTO BoBJedeHUs CT B HOBBIX TeHTCKUX
KpUTepusx fuardoctuku CM [367].

ITpu focTvKeHUH 001Iero BKJIaja MpU3HaKa > WK =~ 5 eMy TIPUCBau-
BaJICS IMAaTHOCTUYECKUI KoapuIveHT 3, > uiu ~ 3 — nuarHOCTUYeCKUit
Koaduruent 2, < 3 — koapPuriment 1. Takum 06pa3oM, U3 BCETO KOMIT-
nekca 6put 0TOOpaHb! 30 HarboJIee 3HAYMMBIX TPU3HAKOB: 6 BAYKHEHIIINX
nonyyniy kosgdunuent 3; 6 — koapdunuent 2 u 18 — koapunuenr 1.

B ta6s. 10 mpezncTaBieHbl KPUTEPHUH OLIeHKU GeHOTUIMYECKOM BbIpa-
enHoctd [ICT. OTimumeM oT paHee pa3pabOTaHHBIX SIBJISETCS He MPO-
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CTasAg KOHCTATalWA HAJINYIWA UK OTCYTCTBUSA IIPpHU3HAKA, a GajuibHasA ero
OIleHKa.

Tabnuya 10

JAunarsocTudeckue NPU3HAKH JUCTIJIA3UHA COeIUHUTEIbHOW TKAaHHU

Paspen IIpusHak Kpurepuu oneHky B 6ajrax Kooag-
burenT
1. AHamue3|1.1. MenyenHoe 3axuB- |0 — HeT xanob 1
JieHVe paH u pybIIoB 1 — egvHUYHbIE B TeyeHUe
1.2. Bonu B cycTaBax | KH3HA 1
2 — HeCKOJIbKO pas B roj,
1.3. yBCTBO HENIOCTATKA |3 _ aycemecs9HO U qame 1
BO37lyXa
1.4. TToBbIIEHHAsA YTOM- 1
JI1eMOCThb
1.5. CUHAYKOBOCTb,
HOCOBbIE KDOBOTEUEHUH,
KPOBOTOUYUBOCTb I10 CO- 1
CyICTO-TPOMOOIMTAD-
HOMY TUILY
2. O6uwmit |2.1. JinuHa Tena Beiie |0 — 4-i KOPUAOP ¥ HUKE 1O
0CMOTP 95 LeHTuNA IJIHe Tena
1 — 5-it kopuzop (75—90 uen-
THJIb) 1
2 — 6-ii kopuzop (90—97 nen-
THJIb)
3 — 7-ti xopuzop (> 97 ueHTU-
7151)
2.2. Ipboky, auactasel |1 — uacrtas IpsAMBIX MBIIILT KU~
MBIIII] BOTA, MUHUMaJIbHAS MyNIOYHASA
IpbIXa 2
2 — opiHa rpbDKa NepeaHen
GPIOIIHON CTeHKU
3 — 2 u 6onee rpbIK
2.3. Actennueckoe Te- |0 — HOpMaJIbHOE TEJIOCJIOXKEHUE
socnoxenue (M. puc. 5 |1 — cnabo BrpakeHHOE 3
u puc. 7) 2 — cpenHeil BEIPa)X€HHOCTH
3 — 3HAYUTEJILHO BBIPAXEHO
2.4. Tvunonnasus Mycky- |0 — HeT
JIaTypBI ¥/UIK KUPOBOH |1 — c1abo BbIpaKeHbI 3
TKaHU 2 — cpenHell BBIPa)XeHHOCTH
3 — 3HaYUTeIbHO BbIpa)KeHbI
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Ipodonscenue mabn. 10

Koag-
Paznen IIpusHak Kpurepuwu oneHku B 6ayiax (bnun%m
3.Koxa |3.1. Atpopuueckue 0 — Her

crpuu u/unu Busumas |1 — cnabo BbIpaKeHbl 1

COCyaUCTas CeTh 2 — cpeniHell BbIpa)XXeHHOCTH
3 — 3HaYUTeNbHO BbIpaXKEeHbI

3.2. IlosbleHHas pac- |0 — HeT

TAXKUMOCTb KOXU 1 — cna6o BeIpaXkeHa
2 — cpenHeil BBIPa)X€HHOCTH 1
3 — 3HAYUTeNbHO BBIPAXeH,
6osee 3 cM Ha XHMBOTE TIPH CTaH-
JapTHOM yCUTINU

3.3. DKXUMO3BI, I10- 0 — orpuuarenbHas

JIOKUTeTbHAs Po6a 1 — cnabornonoxurenbHast

I[UIKa (1—3 netexun)
2 — nonoxwuresbHas (bosee 1
3 neTexuit)
3 — BbIpa)KeHHas (MHOXeCTBeH-
Hble TIeTeXUN Wi GOPMHUPOBa-
HUe 5KX1UMO03a)

3.4. Cyxasa mopmunuc- |0 — Her

Tas KOXa 1 — cna6o BeIpakeHa 1
2 — cpeznHel BBIPaXEeHHOCTU
3 — 3HAYMTENILHO BhIpaXKeHa

3.5. ITonepeunsle cknaz- |0 — HeT

KU Ha XHMBOTe 1 — 1 nocJe crubauus TyIOBUIIA 1
2 — 2 nocsie cruGaHus TYJIOBHINA
3 — 3 ubonee

4.TonoBa |4.1. Jonuxonedanus 0 — Her, nepaanIecKuii MHIEKC

(puc. 6) > 0,75
1 — cna6o BeipaxkeHa, riedam-
veckuit ungekc 0,7—0,75 1
2 — cpefiHe} BbIpaXKeHHOCTH, 1ie-
danuueckuii uuzgexc 0,65—0,7
3 — 3HAYUTeJIbHO BhIPAXKeHa,
nedanuyeckuii nuaekc < 0,65

4.2. InuHHas uav ko- |0 — Her

poTKas 1es 1 — cna6o BeIpaXkeHa 1

2 — cpenHeli BbIpa)KeHHOCTU
3 — 3HAYUTeJIbHO BbIPA)KeHa
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IIpodonscenue maon. 10

pusi, roJyGble CKIIEpHI,
KOT060MBI)

3 — 3 u GoJee IPU3HAKOB

Kosg-
Paspen IIpusHak Kpurepuu oneHky B 6ajiax cl)nun((le)HT
4.3. AHOManMy ym- 0 — HopMmasbHast popma
HbIX PaKOBUH (Hu3koe |1 — 1 mpusHak
pacronoxenue u acuM- |2 — 2—3 npusHaka
MeTpusi; HelpaBujbHOe |3 — GoJiee 3 IPU3HAKOB UM
pa3BUTHE 3aBUTKOB; 3HAYUTeNIbHAsA BLIPAKEHHOCTD 1
MaJible WY Ipupocmye |2—3 Npu3HaKoB
MOUYKH yIiiei; 6obiiue,
MaJIeHbKHe UJIN OTTOIIBI-
PeHHBbIe YIIH)
4.4. Boicokoe /rotnde- |0 — HeT
CKoe HEGO 1 — cna6o BeIpakeHO 1
2 — cpenHell BEIDaXX€HHOCTH
3 — 3HAYUTENILHO BBIPAXKEHO
5. Tyno-  |5.1. ledpopmarnus rpya- |0 — Her
BUIIE HOH K7eTku (BOopoHKO- |1 — 1-if crereHu
oOpasHasi, KujieBugHas, |2 — 2-il creneHu 3
yMeHblIeHNe [lepeHe- |3 — 3-ii cTeneHu
3a7iHero pasmMepa) (cm.
puc. 7 u puc. 10)
5.2. Ckonuo3s/ckomuo- |0 — Her
TUYeCKas OCaHKa 1 — I crenenu no B. [I. Yaxknuny!
2 — II crenenu no B. [I. Yaxknuny 3
3 — III—1V crenenn
o B. [I. Yaknuny
5.3. IpynHoii kuo3 0 — Her
1 — 1-ii crenenu (Jerkuit)
2 — 2-ii ctenenu (cpezHeit Ts- 1
KeCTH)
3 — 3-ii u GoJiee cTeneHu
6.Jluio  |6.1. Illupoko/6usko |0 — Her
pacrosioxeHHble raza |1 — crabast BBIpaXKeHHOCTh
2 — cpenHAA BbIPAXKeHHOCTD 2
3 — 3HauuTesIbHASA BbIPAXKEH-
HOCTb
6.2. ITaTonorus rias 0 — Her
(BbIBUXHM XpycTanuka, |1 — 1 mpusHak
KepaTOKOHYC, aHU30KO- |2 — 2 NpU3HaKa 2
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IIpodonscenue mabn. 10

Pasnen

IIpusnak

Kpurepuu onieHkH B 6annax

Koad-
duieHT

6.3. CKOIIIeHHOCTh IO/~
6opojKa

0 — Her

1 — cnabasi BBIPa)KEHHOCTD

2 — cpenHAA BBIPAXXEHHOCTh
3 — 3HaYMTeNIbHAs BBIPAXKEH-
HOCTb

7. Pykn

7.1. TunepMoOUIBLHOCT
CyCTaBOB (Ilepepasru-
GaHue B JIOKTEBbIX U JIy-
4ye3ansACTHbIX CyCTaBaX)
(cm. puc. 11)

0 — Her

1 — nokressie 90—100°, nyye-
3ansictHbie 45—90° npu cruba-
HUU U /WK pa3rubaHum

2 — noxtesble 100—110°, nyye-
3ansAcTHble < 30—45° mpu cru-
GaHUY 1/WK pa3rubaHun

3 — nokTtesble > 110°, ny4e3a-
HACTHBIE — CKJIaJbIBaHME IIPU
crubaHuy u/uiu pa3rubaHuu

7.2. [InvHHbIe NaJbLIbI,
MOJIOXKUTEJTbHbIE CHMIT-
TOMBI OOJIBILIOrO Masblia
(cm. puc. 8, 9 u puc. 11)

0 — HOpMasbHasA IMHA NaJb-
1eB

1 — He3HauuUTeIbHOE yIJIMHE-
HMe, aJIbLbl CMBIKAIOTCS Ha
3aMACTbe

2 — yuIMHeHMe, aabLbl Ha 3a-
NACTbe ePeKPhIBAIOTCA MeHee
4yeM Ha 1 dananry

3 — 3HauuTeNLHOE Y/JIMHEeHHe,
NaJblibl HA 3aMACTbe [ePeKpbl-
BatoTcA Ha 1 dasanry, AnuHa
Jagonu > 0,1 AnvHEI Teta

7.3. KopoTkue /KpuBble
MU3UHIIBI

0 — Her

1 — He3HauuTeNBLHOE YKOpOUYe-
HYe MU3UHIIEB (He 0CTAIOT [I0
AUCTaJILHOTO MeX(dalaHrOBOIO
cycrasa IV manbIia)

2 — yKopoYeHue 1 He3Ha4u-
TeJIbHaA KJIMHOAAKTUIINSA

3 — 3HauUTeIbHOE YKOPOYeHue,
BbIp@XXeHHAA KJIMHOAAKTUIINSA,
B TOM 4YHCJIe IPYTUX NabIeB
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Oxonzanue mabn. 10

Paszzen ITpu3Hax Kpurepuu oneHky B 6ajax Koag-
dunment
8. Horm  (8.1. YBesnuenue aiuusbl |0 — Her

crombl, mwiockocronue |1 — I cremenu, ciaboBbIpaKeH-

(cm. puc. 12) Hoe (IIpofipoManbHOe)
2 — II crenenu, KOM6I/IHI/IpOBaH- 2
Hoe (IepeMexaromieecs)
3 — III u 6osee cTeneHu, BbIpa-
’KeHHOe, JINHA cTombl > 0,15
IJIVHBI Tena

8.2. TunepMoGUIBHOCTE |0 — HET

cycraBoB (mepepasruba- |1 — konerubie 90—100°, ro-

HIe KOJIEHHBIX CYCTaBOB, |JIEHOCTOMHEIE < 45—90° npu

crubanue CToTbl > 45°) | pas3rubaHun

(cm. puc. 13) 2 — xonenHsle 100—110°, 2
rosieHoctonHble 30—45° pu
pasrubaHum
3 — KosenHble > 110°, roseHo-
cromubie < 30° mpu pasrubaHum

8.3. CanpaneBuHas 0 — Her

mesnb (cM. puc. 14) 1 — I'u Il nanpLbl CMBIKAIOTCA
2 — I n Il manbIibl He CMBIKA- 2
10TCA
3 — 3a30p 6osee 10 MM

IIpumeyaHus: 'Icrenens — yron Ko66a 1—10°, II creens — 11—25°, I1I cTeneHs —
26—50°, IV crenens — 6onee 50°.

Pesynbrat oT 0 710 3 6a1/I0B JOJDKEH yM-
HOXaTbCA Ha 1, 2 wiu 3 B 3aBUCUMOCTHU OT
ko3douimenTa. JuarHoctudeckass cymma
6aJiIoB 111 PeBU30BAHHO# TabIUIBI COCTa-
BuiIa 39,59 + 4,36 6ana (p < 0,05). Takum
06pa3oM, 3a JMarHOCTUYEeCKU 3HAYUMYIO
nist ICT MoxHO TIPUHATE cymmy 40 u 6oee
6aoB. Pe3ynbrat ot 30 10 40 6a/110B MOX-
HO TPAaKTOBAaTh KaK MOBBIIIEHHYIO JUCILIAC-
TUYeCKYIO0 CTUTMaTH3aLHIO.

Puc. 5 (cobeTBeHHOE HAOIO/IEHNE).
Manburk ¢ MapdaHOMOAOOHBIM (EHOTUTIOM. ACTEHHYEeCKOe TeIoC/IOXeH e
(3 6anna), ZOMMXOCTEHOMEJHs, THIIOIUIa3Ksl MyCKYJIaTypbl U JKHPOBOM TKAaHN
(3 6anna), BopoHkoobpasHas nedopmarus rpyaHoi knetku (1 6amr)
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Puc. 6 (coberBeHHOEe HabGIIOLEHNE).
MaJbuuK co cMellaHHbIM GEeHOTHUIIOM.
Honuxouedanus (3 6aja), aHOMab-
Hasi GopMa YIIHOM pakoBUHBI (2 Gai-
7na), ckonuo3 (2 6aa), BOpoHKooG-  Puc. 7. ManbuMK €O CMeIIaHHBLIM Qe-
pasHas medopmanus IPyHON KieTku HOTUIOM. BopoHkooGpasHas nedop-
(3 6asna) Malus IpyAHo# KieTku (3 Gasra)

Puc. 8 (coberBeHHOe HabmiozieHNUE).
ApaxXHOIAKTUIINS, CUMIITOM 6OJIBIIOTO
nanbia (3 6asna)

Puc. 10 (coberBeHHOe HabitozeHue).
Acrenundeckoe Tenocnoxenue (3 6ai-
na), texekaHT (2 Ganna), BOPOHKOOO-
Puc. 9 (CO6CTBEHHO€ HabJozieHne). pasHas rpyaHas Knerka (3 6annma), my-
ApaxHopaktunus (3 6asa) noyHas rpbpxa (1 6an)
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Puc. 12 (cobcrBeHHOE HabMIOZEHME).
I[Inockocronue (2 6anna)

Puc. 11 (cobcTBeHHOE HAGIIOZEHNE).
[MIepMOGHIIBHOCTD  JIy4e3arisiCTHOro
cycrasa (3 Gana)

Puc. 13 (cobereennoe Habmozenue). Puc. 14 (coGersennoe Habmozienue).
rHHepMO6I/IJIbHOCTb roJeHOCTONHOro  APaXHOIAKTUJIUS CTOII, CaHIajeBus-
cycraBa (2 6anna) Has mesnb (2 6asna)

2.2.3. Pe3yAbTatsl u3yvyeHus aHamHe3a

M3y4anoch pacipesiefieHHe Xanob — YMUCIIO MX Ha OJHOTO pebeHKa
Ob110 HanbonpmuM B 1-if rpynne (2,27). B 1-i rpynme yacTbiMu 6bUIH
karmesnb (18,1 %), 3aTpyaHeHA HocoBoro Abixanusd (17,5 %), penuausu-
pytoiue 60 B xuBoTe (16,9 %), 60711 B cycTaBax, BLICHITAHUS HA KOXe,
YTOMJIIEMOCTb (4acTOTa HOCTeAHUX Xanob oxuHakoBa, mo 10,8 %).
IToBbimenue aprepuanbHoro AasieHus (Al) (18,0 %) 3Haummo yarue
BCTpeuaercs B 3-ii rpymie. [padudecku pacrpeneneHre Hanboiee 4acThIX
IPU3HAKOB 3a00J1eBaHNA NIPeCTaBIeHO Ha puc. 15 (CM. IIB. BKJIEHKY).
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OueHuBanuch JaHHble ceMefHOro aHaMHe3a. IIo JWHUM MaTepu
B 1-i1 rpynme Haubosiee 4acTa OTArOLEHHOCTb 10 3aboneBanuAM JKKT
(22,3 %), annepruyeckum 3aboneBanusiM (14,5 %), XpOHUYECKOMY
nuenonedputy (11,4 %). Bo 2-it — mo 3a6oneBanusm KKT (20,0 %),
XpoHUYeckoMy nuenoHedpury (8,9 %), paHHeMy Hadajy TUIIEPTOHUYEC-
Koit 6one3nu (8,9 %). B 3-ii rpymnme — 1o SHAOKPUHHBIM 3a00JIeBaHU-
am (20,0 %). B 1-it u 2-ii rpynnax 3HauMMo yallle ceMelHbII aHaMHe3 o
CTOPOHBI MaTepy oTsArouleH no 3aboneBanusam KKT, amnepruu, XpoHu-
JeckoMy nuesnioHedpuTy. 3HaYMMO 4alle B 3-11 IpyIIe OTAromeH aHaMHe3
TI0 SH/IOKPUHHBIM 3a0071eBaHUsAM. Y MaTepeii fieteit 1-if v 2-i Tpynmbl He
BBISIBJIEHO Y4YallleHUs] BAPUKO3HOM OOJIE3HMU.

ITo OTIIOBCKO¥ JINHUM 9aCTO, HO 6€3 MEXTPYNIIOBbIX Pa3IM4Uii BCTpe-
qatorcsi 3a6oneBanust JKKT. B 1-ii rpymme yaiie OTMEYeHO OCIOXHEHHEe
aHaMHe3a 110 aJUIepruyecKuM 3ab0JieBaHUsAM M apTpuTaM. B 3-it rpymme
aHaMHe3 yYallle OTATOIIeH I0 ruepToHudeckoi 6osesnu (I'B).

V3ydeH ceMeiHbIIl aHaMHe3 IO 3a00JIeBaHUAM JefylieK U 6Galyex.
Paznyunii B 4acToTe OTATOIIEHHOCTH 10 WHCYJIbTaM He IIPOCIIeXKUBAETCs.
Bricoka yacToTa OTATOLIEHHOCTH U o paHHeMy passutuio I'b (32,5; 37,8 u
22,0 %), uMeeTcs 3HaYMMOe TOBBILIeHNe YaCTOThI BO 2-1 IPYIITIe, HO IO IBYM
JIMHYSAM aHaMHe3 yallle BCero OTAroleH B 3-if rpymme. [To amieprudeckum
3abosieBaHUsAM (BKJIO4Yasi BA) OTArOIEHHOCTh 110 OJHOI JIMHUM 3HAYMMO
BbIllle B 1-i IpyIIle, TaKXe B Hell BbIIIe NPOLIEHT JieTeld ¢ OTATOLIeHHBIM
aHamMHe30M. OTArOIIEeHHOCT I10 IBYM JIMHKSAM BbILIe BO 2-1 TpyIIIIe.

CeMeiiHas OTATOIIEHHOCTb 110 OCTEOXOHZPO3y 3HAYMMO BbIlle B 1-i
rpylile, TaKXe B Hell 3HaUMMO BbIlle TPOLEHT JeTell C OTArOIeHHbIM
aHaMHe30M. I10 BapMKO3HO# 60Je3HN ceMeiHbIil aHaMHe3 Jallle OTAro-
e B 1-# rpynme (10,3 %), HO 6e3 CTaTUCTUYECKOI 3HAUMMOCTH.

ITo paHHeMY pPa3BUTHIO CAXapHOTO inabeTa 4acToTa HAUBBICIIAA B 3-ii
rpynre (16,0 %), 3Ha4UMO BbIlIe OTATOIIEHHOCTD 10 IBYM JIMHUSAM B 3-1
TpyIIIle 10 CPaBHEHUIO ¢ 1-1 1 2-11; IPOLIeHT JieTell, UMEIOLINUX OTATOLIeH-
HbIIl aHaMHe3, 3HaUMMOo HIKe BO 2-# rpymie. [To ApyruM 3HAOKPUHHBIM
3aboseBaHUAM (KaK IPaBUJIO, 3TO 3a00JIeBaHUSA IUTOBUIHOMN JKeJse3bl)
qacrora Bo 2-i rpymine (13,3 %) 3HauuMO Bblllle KOHTPOJIA.

Haubornbinye pa3nuyusi MpOJEMOHCTPHPOBAJIA OTATOIIEHHOCTh II0
3aboneBanusam JKKT 1o ogHOM JMHIK, HECMOTPS Ha TO YTO MPEBaIMPO-
BaHMs B aCTPO3HTEPOJIOTMYECKUX 3a00JIeBaHUAX 1-1 M 2-51 TPYIIILI He
NoKa3bIBaiu. YacToTa OTATOLIEHHOCTH B 3TUX IPYIINax MPaKTUIecKy paB-
Ha (22,3 u 22,2 %) 1 3Ha4MMO BbIllIe, YeM B 3-# rpynme. Kpome Toro,
B 00euX TpyImnax BbIlIe YacTOTa OTATOIIEHHOCTH MO JABYM JUHUAM (8,4
1 13,3 %). Takxe B 3TUX TPyMIax 3HaUMMO BbIIIle IPOLIEHT /leTell, UMelo-
IUX OTATOIIeHHbIN aHaMHe3.

YacToTa OTArOLeHHOCTA aHaMHe3a 110 apTPUTaM TakKe MaKCHMMaJlb-
Has B 1-# rpynne (18,1 %) 6e3 3HaunMoro paznnyus ¢ 3-it. ITo 3aboe-
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BaHUAM [104YeK 3Ha4YMMO BbILIIe IIPOLEHT OTATOIIEeHHOCTH 10 ZIBYM JIMHUAM
BO 2-1 rpynmne (4,4 %), Takxe B Heii Bblllle YUCJIO [eTel, UMeIOLIUX OTs-
rouleHHbIN aHaMHe3 (8,9 %).

YuuTbIBas Hall UHTepec, HallpaBJIeHHbI Ha BbIABJIEHNe HapylleHni
MIIKT, npu cbope aHaMHe3a oOpalaioch BHUMaHUe Ha HaJM4ue mepe-
JIOMOB KOCTel y ieTell U UX poauTesieid. Y fereid 1-i rpymmnbl NPOCIexu-
BaeTCs 3HauMMoe yBeJWdyeHHe 4acToThl nepenomoB (18,7; 8,9 u 4,0 %
B IPyIIax), B TOM 4YKC/le HeOAHOKPATHBIX, CXOJHAA TeH/eHIUs 1pocJe-
XUBAETCA Cpefu JieTeld 2-1 rpynmsl. Y pojuTesield y4alieHus epejoMoB
He Habmonaercs. Takum o6pasom, [ICT ABIAIOTCA Npeapacioiaraonum
($aKTOPOM K Pa3BUTHUIO NepPeIOMOB KOCTel, y poauTesieil O0IbHbIX TaKas
3aKOHOMEPHOCTb He BbIABJIEHA.

TakuM 00pa3oM, HAMH BbISIBJIEHbI ClIeflyIOIIyie 3AKOHOMEPHOCTH:

1) yeTkas OTATrOIIEHHOCTb CeMEeHOro aHaMHe3a IO 3a00JeBaHUAM
JKKT B rpynnax pereit ¢ ICT;

2) OTATOIIEHHOCTS 110 Pa3BUTHIO OCTEOXOHZPO3a CPeH feaylIeK U 6a-
Oymek nereii ¢ BeIpaxeHHBbIMH nposiBieHusaAMu JICT (1-4 rpynma);

3) naHHbIe 0 6oJiee BBICOKOIA YacToTe mueioHepuTa y MaTepeii eTeit
¢ JICT;

4) 6oee BbICOKAs 4ACTOTA aJUIEPrUYeCKUX 3a00JIeBaHNUI B CEMbSX Jle-
teit ¢ [ICT, 4To, 01HAKO, MOXeT UMeTb OrPaHUYeHHOE AUATHOCTUYECKOe
3Ha4eHe, TaK KaK 3TO 00YCJIOBJIEHO KOHTHHI€HTOM OOJIbHBIX € 60JIee BbI-
COKO¥ 4acTOTO! GPOHXMAIBHOMN acTMbI (BA) 1 aTONMYeCKOro iepMaTuTa
B rpynnax ¢ JICT. ITo jaHHBIM JMTepaTyphl, U3BECTHO, YTO Cpesiu ieTeit
¢ [ICT yacroTa ajuiepruyecKoy aToJI0TUX BhIIIE.

B ceMbsx geteii ¢ JICT He BhIsSIBJIeHa ceMeifHas OTATOIIeHHOCTh 1o I'b
¥l caxapHOMy auaberTy.

2.2.4. lNoka3ateAmn ¢hu3n4eckoro pa3sutms
B MCCACAYEMBIX Tpymnnax

YuuThiBas BapuabeIbHOCTb BO3PACTOB B IPYIIAX, HPOCThIE YUCIOBbIE
JlAHHBIE JIMHBI, MacChl Tejla, pasMaxa pyK y ZieTeidl UCCIeyeMbIX IPyILI
TpeJICTaBIIAIOTCS MaJIOMHPOPMAaTUBHBIMU. MBI IIpe/IIIoiaraeM, 4To Majiast
MH(OPMATUBHOCTb COOTHOLIIEHN! «pa3Max pyK,/dT» u «poct cuzs/cToss»
y Zeteil 06ycioBieHa BapuabeIbHOCTbIO MHAMBU/YaIbHBIX TEMIIOB POC-
Ta TYJIOBUIIA U KOHeYHOCTed. 10 JaHHBIM JITEpaTyphl, ¥ B3POCIJIBIX 3TU
NPU3HAKU ABJIAIOTCA 3HAYMMbIMU, TaK KaK IPOLECChl POCTa 3aBepLIeHbI
[108—112].

MBI counu 60J1ee MTHPOPMATUBHBIM CPaBHEHHE Pe3y/IbTaTOB C BO3PACT-
HBIMM HOpMaTvBaMu. Jletu ¢ GU3UYIECKUM DPa3BUTHEM HUKe CPeIHero
Y CpeJJHUM Yallie BCTpeYaluch B 3-1 IpyIIIie, C BBICOKUM — BO 2-1, C 04eHb
BBICOKUM — B 1-ii rpymme. [letu ¢ JICT Gosiee BBICOKOPOCIIBL, YeM ZI€TH U3
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rpymmnel cpaBHeHus. Jedunut macce! Tena (MT) 3Ha4MMO yaiie BCTpe-
vasics B 1-# 1 2-1 rpynmax, a u36bITOK — B 3-Ii.

Ha puc. 16 (cM. 1UB. BKJIeHKY) rpadudecky pezcTaBieHo pacipenese-
HYe GpU3NYecKOro pa3BUTHSA JieTeil B rpymmax. Jletu ¢ ypoBHeM QpU3nNIecKo-
ro pa3BUTHA HUKe CpefiHero ¥ CpeflHUM 4allle BCTpeyaroTcs B 3-if rpyme,
C BBICOKMM — BO 2-i1, ¢ 04eHb BbICOKUM — B 1-ii rpymme. Jletu ¢ ICT 6onee
BBICOKOPOCJIbI, YeM JIETH U3 Pyl CPaBHeHUS. JepuuT Macchl Tesia 3Ha-
YMMO Yallle BcTpevaercsi B 1-ii u 2-ii rpynnax, a u30bITOK — B 3-id.

ITo pe3ysibraTaM OIpezieJieHHs apaMeTpoB (pU3NIECKOTO Pa3BUTHUA
poauTeel AMHA TeJla MaTepel U OTLOB Y fieTeld 1-1 rpyIbl MaKCUMallb-
Haf, 2-11 — HeCKOJIbKO HVXKe, 3-11 — ellle HUXKe, HO JaHHasl TeH/IeHUA He
UMeeT CTaTUCTUYecKor 3Hauyumoctu. Jiume UMT maTepeii B 1-ii rpynme
3HaYMMO HUXe.

2.2.5. Pe3yAbTathl OnpeAeAeHus: Y1CAQ DAAAOB
B rpynie 3A0POBbIX MOAPOCTKOB

U3 230 xazetoB cymma 6aioB ot 20 1o 29 6bia BeisiBieHa y 13, 60-
nee 30 — y ogHOrO mozpocTka (35 6auioB). TakiuM 06pa3oM, 4acToTa Mo-
BBIIIEHHOH JUCIIaCTUYeCKO CTUTMaTU3aly cocTaBuia 5,65 %, ICT —
0,43 %. Tanuble nudpbl O3BOJSAIOT OLEHUTH YacToTy [ICT JONpPU3BIBHO-
r0 KOHTUHI€HTA.

MO3KHO COIIOCTaBUTh 3Ty YACTOTY € YaCTOTOM KJIMHUYECKY 3HAUUMOMN
JCT y pereii, 06cefoBaHHBIX B KJIMHUKe. M3 mpubiausurensHo 9000
nereii JICT BeisiBiIeHa y 166, 4TO cocTaBisieT oKoao 2 %. Yacrora [JCT
cpenu zieTeii, 06C/IeZI0BaHHBIX 110 TIOBOZY 3a00JIeBaHMIT, HECKOJIBKO BBIIIE,
YeM CpeJii KOHTUHI€HTA 3I0POBbIX KaZIeTOB, YTO IPe/iCTaBIIACTCA BIIOJIHE
€CTeCTBEeHHBIM.

Cpeny 370DOBBIX KaZileTOB M3Y4eHO paclipefiesieHre KOHCTUTYLHO-
HaJIbHBIX THIIOB B IPYIIIe MOAPOCTKOB. OTMedaeTcs npeobiasjaHue acre-
HOUJIHOTO Y aCTeHOMJHO-TOPAKaIbHOI'O TUIIOB.

2.3. HapyweHus cepA€4HO-COCYAUCTON CHUCTEMBI
NpH AUCMAA3HUAX COCAMHUTEALHOM TKaHU

2.3.1. CBs13b AMCNIAQ3UI COCAMHUTCABHOM TKaAaHU
M HapPyLWeHHn CepAeYHO-COCYAUCTON CUCTEMbI

Unrepec k usydennto JICT 6bUT MHUIMUPOBAH KapauoaoraMu. B Ha-
cTosiee BpeMs Npob6JiemMa AWCIIA3MU COeMHUTENbHOM TKaHW cepala
(ACTC) n3yyeHa 3HAYUTENbHO JIyullle APYTUX OPTraHHBIX aClleKTOB U OT-
pakeHa B MoHOrpadusx D. B. 3emuoBckoro. V3ydyeHvie HarpaByieHUs Ha-
9aJock ¢ pacidpoBKY naTorenesa u kiavHuku [IMK [111, 112].
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I[TepuiaTpaMul o pyKoBoACTBOM mpodeccopa B. B. YemonanoBa 661710
obcenoBano 102 pebenka ¢ peHoTunrdeckumu npusnakamu JICT u BbI-
SIBJIEHBIL:

1) xapAnOBacKyIsApHble Auciiasuu — 87,1 %: SKTONMYecKu Kperns-
muecs xopasl — 58,5 %; IIMK — 36,3 %; funatauus aoptsl — 17,6 %;

2) mucrinasun JKKT v remato6unnapHoOi CCTeMBI: TIeperut XeaTqyHoro
ny3eips (JKII) — 39,2 %; anHomainus xxemdHoro my3sipsa (OKIT) — 11,8 %;
ractponro3 — 2,9 %; pedpokc — 4,9 %;

3) u3MeHeHUs MOYeBbIENUTeNbHON cucTeMbl — 46,1 %: IHeI03K-
tazusg — 25,5 %; HepponTo3 — 3,9 %; NOBBILIEHHAS MO/BIXHOCTD IO-
4yeKk — 7,8 %; rMNOTOHUA MOYETOYHUKOB — 5,9 %; cunzipom Ppeitnn —
2,9 %.

BoIfIBNIEHO, YTO YaCTOTA BbIABIEHUs JUCIIA3Mil BHYTPEHHUX OPTaHOB
TMOBBIIIAETCS B 3aBUCMOCTU OT KOJIMUYEeCTBa U BbIPaXKeHHOCTH BHEIITHUX
¢denorunmmuecknx npusHakos JACT [58, 59].

Jducnna3us coeAMHUTENbHON TKaHU cepAua. Y feTel U MogpocT-
KOB ee YaCTOTa CyIeCTBEeHHO BBIIIIe, YeM Y B3POCJIBIX. JlaHHbIIA BOIIPOC ObLT
UCCTIeIoBaH JIeTCKUMU KapAnoJioraMy ApxXaHresbcKa 107l pyKOBOZCTBOM
npodeccopa B. M. MakapoBsoit. Y 95,5 % feteii ¢ JICT ObLIO BBISBIIEHO MO~
paxxenre CCC. OTMeueHo YacToe coYeTaHue HeloJIHOLIEHHOCTU COeIMHM-
TeJbHOTKAHHBIX CTPYKTYP CepALia C OTKJIOHEHUSMH B QYHKIIMOHIPOBAHUN
BHC. Bxronuyeckre XOp/bl JIEBOTO JKeJlyAouKa: nomnepeqnsle — 40,2 %,
nuaroHanbHble — 29,8 %, mponponbHble — 16,5 %, MHOXeCTBeHHble —
13,5 %. B 2/, cyyaes y zeteii ¢ IIMK onpeziensiercs BereTaTUBHbIN AucOa-
JIAHC 110 BATOTOHUYECKOMY THILY, y !/, — IO TUIIEPCUMIIATUKOTOHUYECKOMY.
Brlnu BBISIBJIEHBI BO3MO3KHBIe cocTapisiomue ICTC:

1) usmeHeHus cTpykTypsl MK B Bujle MUKCOMaTO3HOM fieTeHepaluy;

2) aHOManuM pas3BUTHs KJAaHHOTO almapaTta U TOJKJalaHHbIX
CTPYKTYp: «M30BITOYHOCTH CTBOPOK», HETMPABMJILHOE WX TPUKpEIJIeHHE,
yAJVHEeHWe XOpJaJbHbIX HUTeH, aHOMajbHas TPaKLUA NanWUIAPHBIX
MBIIIIIT;

3) HapyIlIeHUs COKPATUMOCTH U peslaKcaliii MUOKapZa JIeBOro JKeny-
nouka cepzna (JIXK);

4) KJanaHHO-)KeNy/[04KO0Bas JUCIPONOPLINS;

5) HapylleHue BereTaTHBHON MHHepBAallU CTBOPOK U TTO/KJIallaHHbIX
CTPYKTYp Ha (OHe BereTaTMBHON WMJIM IICHMXO3MOLMOHATIBLHON AUCYHK-
1u;

6) nepuuUT MOHOB MarHus (BbiABIsAeTcA y 85 % MallIeHTOB).
YcTaHOBIIEHO, YTO B YCJIOBUSIX rMIOMarHueMuu ¢pubpobiactsl Bbpaba-
THIBAIOT HETIOJTHOLIEHHBIH KoJareH [176, 177].

MOCKOBCKMMU IleuaTpaMy 10/, PyKOBOACTBOM akazemuka PAMH
A. T. PymsnueBa obcnenoBano 532 moppoctka ¢ OxoKI-mpusHakamu
JCTC. ¥ 51 % BbIfB/IeHbI 3aTPyAHEHNs BEHO3HOTO OTTOKA M3 MOJIOCTU
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Yyepera: TUIMOTOHMS BHYTPEHHHUX fIPEMHBIX BeH, MX MuodaciuaibHas
KOMIIpecCcHsl WM KJallaHHAas He0CTaTOYHOCTb; V¥ 42 % — IpU3HAKU
(GyHKLIMOHANBHOM HEOCTaTOYHOCTH BeH HIDKHUX KOHEYHOCTel Io pe-
3ynbraTam mpo6 (B rpymnime cpaBHeHusa — 0 %) [193].

Y B3pOCIBIX, HECMOTPS Ha NOJIMOPraHHOCTb nopaxeHuil npu JICT,
BeZyllleli aToJoruell ABAeTcsd KapAUOBacKyIsApHas. B aToll cBA3u Tepa-
neBTaMu BoeHHO-MezuIMHCKON akazemun uM. C. M. Kuposa 66111 06-
cienoBaHbl 103 GONBHBIX — MYXKYHMHBI C HEOCJIO)KHEHHO!N CTeHOKapAu-
eit I u II pyHKIMOHAMBHOTO Kiacca: 1-1 rpynma — 50 60ybHBIX 6e3 ICT
v 2-51 rpynna — 53 6onbHbIX ¢ JICT. IIpu X0ATEPOBCKOM MOHUTOPUHTE
3HAYMMble HapyLIeHUs] PUTMA U TPOBOAUMOCTH OBLIU BbISIBJIEHBI BO 2-i
TpyIie: Ha/pKeNyl0uKoBas aKkcTpacuctonus B 49 % (B 1-i rpynme 25 %),
XeJyZo4KoBas sKcTpacuctonus B 78 % (27 %), B TOM uucle BbICOKUX
rpagauuii 19 % (5 %), napokcu3ManbHas Ha/KeIy40uKoBas TaXUKapaus
17 % (6 %), mapokcu3Mbl Meprianus npezncepauii 21 % (4 %). Bo 2-i
rpyIIie OTMeYyaJoch JOCTOBEPHOe yBeIUdeHUe Pa3MepoB aopThl U U3Me-
HeHMe reoMeTpun JIXK, 3akiodaromeecs B yBeJIMueHUY pa3Mepa U yMeHb-
IIeHNH TOJIVHEI CTeHOK. I1py cuuHTHrpaduu Muokapza fedekTsl Ha-
KOIUIeHNUs BIABJIEHBI BO 2-1 rpymne: ymepeHHble 21 % (76,5 %), cpenHue
54 % (13 %), Tsxensle 25 % (10,5 %). OnHOCOCYAMCTOE ITOpaXKeHue BO
2-1 rpymne BbIABIEeHO B 28 % (60 %), aByxcocynucroe B 49 % (22 %)
u Tpexcocyauctoe B 23 % (18 %). Dro cBuneTenbCTByeT 0 3HaYeHuu JICT
Kak (aKTopa, YTsIKeJAIOLero TedeHHe MIIeMUYecKoil 0GoJe3HU cepala
(UBC) [218]. Takxe 6bL1M BbIsABIEHBI 0cobeHHOCTH UBC: peobasaHue
HapylleHU# pUTMa; paHHee U BbIpa)XKeHHOe pa3BUTHe CepAeYHOH Helo-
CTaTOYHOCTH; 60JIEBO CUHAPOM IIPU MaJIOH OPaXKeHHOCTH KOPOHAPHBIX
apTepuil; OTCYTCTBUeE TUIlepXoJiecTepuHeMuu U oxxupeHus. C yBeludeHu-
eM urcia npusHakoB JICT y 60JIbHBIX yBeTUYMBAETCS KOJIMYECTBO BUCLe-
pasIbHBIX MapKepoB [217].

Crenanucramu u3 Hay4Horo neHTpa 370poBbs feteit PAMH 65110
BbIABJIEHO, 4TO JICTC y ieTeil BKJIr04aeT poJjiarc aTpuOBEHTPUKYIIAPHBIX
KJIallaHOB, 9KTONMYEeCKHU Kpensmuecs XxopAsl (DKX), aHeBpu3Mbl a0OpTH,
cuHycoB Banbcanbsbl 1 MIIIL. DKX umeror pubposHoe mwim Gprbpo3HO-
MBblIIEYHOE CTPOeHHUe, B 95 % pacnoiaratorcs B nosnoctu JIK, B 5 % B no-
noctu ITK; y feTeii B 3aBUCHMOCTH OT PACIIOIOXKEHUs BBIIEIAOT AUAr0-
HaJIbHble, IPOJ0JIbHbIe U TonepedHble XopzAbl. [Tpu [IMK Beicoka yacTota
BbISABJIEHUS JKeTyAOouKOBBIX (18—91 %), Ha/KenyN0UKOBBIX 3KCTPacHC-
ton (16—80 %) [47].

B pabore, npoBeneHHoi1 B HOBOCHOUPCKe 1 TOCBSALIEHHO OJIOPraH-
Ho# naronoruu npu JJCT, BbIAB/IEHO HaM4ue OTATOIEHHOTO CeMeHOro
aHaMmHe3a: B 26,2 % cny4aeB JICT umesa MeCTO y OZHOTO U3 POAUTENIeH,
B 59,5 % ciy4aes ero crpagany oba pogurens. Y BceX yCTaHOBJIEHA I1aTO-
JIorus TeyeHUs1 GepeMeHHOCTH: c1aboCTh POZIOBOH /IeATeIbHOCTH (44 %),
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recTosbl (43 %). AcTeHU4ecKoe TeJOCIOXKeHHe UMeJlo MecTo y 66,7 %
(14,6 % B rpynme cpaBHeHus), cHukenre MT B 85,7 % (9%), cnaboe pas-
BUTHE XUPOBOU TKaHU B 85,7 % (0 %), Bsimast MycKynatypa OpIOIIHOM
creku 90 % (0 %). CaMble MHOTOYHMCIIEHHbBIE JKaJIOObI OBLIN CBS3aHBI
C Kap/iuaJbHON U BereTaTMBHOIN cuMNTOMAaTUKOHN (66,7 u 59,5 %). Ilo
pe3ynbTaTaM 0OCJIeOBaHUS Yallle BCEro BBIABISIUCH mopaxeHuss CCC
(59,5 %) — DKX, mponancel MK u TK, cHIXKeHHe cOKpaTUTeNbHO CcI1o-
COOHOCTM MHOKapza. V3ydeHue COCYAMCTON pPeaKTUBHOCTH IMOKAa3aio
CHIDKeHUe JlellpecCOPHOI aKTUBHOCTH B peryJfaluy COCYyAUCTOrO TOHYCA,
M3MeHeHMe HH/leKca COCYAUCTol afanrtauuu [185].

IIponanc mutpansHoro knanana (IIMK). Bwin omucad B 1963 .
J. Barlow u W. Pocock. TepMuH «Iiposanc» — CMelleHre WK COBUT Op-
raHa WU ero 4acTH U3 HOpMaJIbHOM MO3ULIMY Yepe3 OTBepCTHe WU B I10-
socTb. OJiHa U3 CUIJIBHBIX U NOCTOSAHHBIX Koppensauuii ¢ [IMK — acrenu-
qeckuii xaburyc [395]. [ x. CHHrXOM [ fip.] 1O pe3y/bTaTaM MUPOKO U3-
BecTHOro PpaMUHIeMCKOro MCCie/[oBaHus ObLT BBeJIeH TePMUH «MaJast
aHomanus cepaua» (MAC). C nomomurbio DxoKT 66110 06¢1eoBaHo 1696
MyX4uH 1 1893 sxeHIuH. MUTpasibHas perypruranus BoisasisAgacs y 19,0
1 19,1 %, TpukycnuganbHas y 14,8 u 18,4 %, aopransHasa y 13,0 u 8,5 %
[415]. CnenyeT nofuepKHyTb, UTO Nulllb 1—2 % nanuenTos ¢ IIMK ume-
10T o1HO U3 MoHoreHHbIXx HHCT [336]. Couetanue IIMK ¢ kiuHuueckoi
CHMIITOMaTHKOH 03BOJISAeT roBOpUTh 0 cuHapome ITMK. [Ing Hero xa-
paxTepHbl B]/l, apTepuanbHas rurnoTeH3us, HapylleH!s Cep/ileyHOro PUT-
Ma ¥ HapyleHus penonsgpusauuu Ha DKI [111].

B uccnenoBanun H. JI. Ponuk HabGiozana y B3pOCHBIX OONBHBIX
¢ [IMK HapylieHus pUTMa: XKeTyL04KOBble 3KCTpacucTomuu B 18—90 %,
HaJpKeny04koBble — B 16—80 %, cuHoaTpuasibHble — B 3—5 %, aTpuo-
BEHTPUKYJISIPHbIE 6JI0KaZIbI B 9 %; CUHAPOM C1ab0CTH CUHYCOBOTO y3J/1a —
2,5—17 %, cuHapoM paHHell penosisapusanuu xenynodkoB (CPPX) —
B 12—35 %. ITpu I[IMK B rpynmne 16—33 JieT BbIsABJIEHBI )Kano0Obl: cepy-
uebuenusi B 77,1 %; coCymucTbie HApYLUIEHUsI B KOHEUHOCTAX B 71,4 %;
HapylLIeH!s TepMOperyasauuu B 67,5 %; BereTaTUBHbIe KpU3bl B 47 %;
Kapzauanruu B 36,1 %; nepe6ou B paboTe cepaiia B 36,1 %. Yacrora cu-
HAYKOBOCTHU 42,3 %, HOCOBBIX KPOBOTe4YeHUN 28,2 %. YacTbl CUHKOIAJIb-
Hble cocrosAHuA (50 %), nunotumusa (88 %), MUTPeHO3HbIE T'OJIOBHbBIE
6omu (50,6 %). BereraTuBHbIe KPU3bI U COCYMCThIE HAPYIIEHWs 4Yallle
BCTpeyYaroTcsi y OOJbHBIX 6e3 MUKCOMAaTO3HOU JiereHepalyy CTBOPOK.
Y 8,9 % 3anof03peHo HaJuu4re NOrpaHUYHBIX IICUXUYEeCKUX PACCTPOMCTB.
ManocumnromHoe Tedenue IIMK BridBneHo y 14,5 % [205].

ITo naHHBIM ynomuHaBulerocsd @paMuHreMcKoro ucciaenoBaHus, No-
nyJANMoHHaA YyacroTa nepsudHoro IIMK cocrasnsert 2,4 % [318]. IMK
Jamie ObIBaeT y jxeHmUH 20—30 JeT ¢ Maccoit Tena MeHee 50 Kr, 4acTo
BBIsIBNIsieTCsl yMeHblleHue mosoctu JIK. XapakrepHble xano0bl: 6011
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B I'PY/HON KJIeTKe, CMHKOIAJbHble COCTOSIHWSA, JUCIHO3, MOBbIIIEHHAA
TPeBOXXHOCTb. OOBEKTUBHBIE IJaHHbIE — CHCTOJMYECKHH IIyM, PUCK IIPO-
rpeccupylolieil MUTPaJbHOIN peryprutalnyy, BHe3aHOM cMepTH, CHUXe-
Hue AJl [411]. ITo oTedecTBeHHBIM IaHHBIM, pacrpocTpaHeHHOCTs [IMK
B MOJIOZIOM BO3pacTe Bblllle 1 cocTaBinseT 4,3 % [112].

ITo nanHbIM akasemuka PAMH A. M. MapteiHoBa [u 7ip.], Y B3poc-
nbix npu [IMK murpenosssie 60mu BcrpeyaloTces B 12—51 %; uHOpek-
IIMOHHBIN 3HIOKApAUT B 3—6 %; OOMM B JIeBOW IOJIOBUHE TPYAHOMN
KJeTKu B 32—65 %, muodacuuansibie 6011 B 86 %. B mpoucxoxe-
HUM 60JIEBOTO CMHJPOMA OOLIENPUHSATA TOYKA 3PEHHUs O BeAylleil posiu
B/I. Tunepsentunauus, cuposouuposanHas BJI, cocraBiger 16—31 %.
Cepanebuenus u mepebou B pabote cepaina — 26—79 %. IToBbleHHast
pacTsKUMOCTb Kok — 16—31 %. Boponkoobpa3sHas gedopmanusi rpya-
HOH KJIeTKu — 43—62 %, npyrue u3MeHeHus (yMeHblIeHNe TepefHe3a]-
Hero pa3mepa IpyAHOI KJIeTKH, CKOINO03 3a CueT AUCMIa3UM CBA304YHOI0
anmapata) — 8—21 %. [ToBbllleHHAas NOABMXHOCTb B CycTaBax — 46—
52 %, 4TO MpeBBIIIAET MOMYJIALMOHHY0. [[epBIYHAs TPaXeoOPOHXUAIb-
Hasl AMCKUHE3Ms 3a CUeT HapylIeHuUs YIPYroCTH Tpaxer U GPOHXOB BBISIB-
neHay 73 % [168—170].

Knaccudpukanus [IMK npennoxena R. B. Devereux B 1987 1.: mep-
BUYHBIN, BTOpUYHBIN (ipu CM, C3/I, JIMIIII); o onucaHuIo aHOMalb-
HOCTH KJ1anaHa (0OpBIB WK YAJMHEHVE XOPAaJbHbIX HUTEH, yBelTndeHe
¥ TIPOrub CTBOPOK); 1O KJIMHMYECKOW TspKecT (6e3 perypruraiuu, co
cpefiHell UM BBICOKOM CTeleHbl0 WU JIPYTUMU OCIOXKHeHuAMM) [311].
Awmepukanckue kapauonoru D. Levy u D. Savage B 1987 1. Beizenunu psj
cocrosiHui, couetarormuxcs ¢ [IMK: 3a6oneBanus CT (CM, CB/I, HO, cko-
nmo3, JICT); 6one3nu cepana (BpoXkJeHHbIE TOPOKK Cep/lla, aHeBpPU3Ma
MIIII, anoManus D6mrTeiina, nposanc TK, aopranbHoro kiamnaxa, DKI'-
aHOMaJMM — AUCOYHKLUUM CHHYCOBOTO y3a, cuaapoM WPW, yBenude-
Hue uHTepBaia Q—7T, SHAOMUOKApAUAIbHbII GUOPO3, KapAUOMUOTATHS,
Clla3M KOPOHAapHbBIX apTepHii, KOpOHAPHBIN aTepOCKepo3); TeMaToI0T-
Jeckue 3abosieBaHus (CUHAPOM Buunebpanza); HelipOIHIOKPUHHbIE U
MeTabondeckue 3a60JeBaHNA (TUTIEPTUPEOUAN3M, XPOHINYECKU THPeO-
uauT), 3aboseBanusi BHC — 113aBTOHOMUS; ICMXUYECKIE PacCTPONCTBA
(aropa¢obus, maHuyeckue ataku) [364].

ITo HaHHBIM UTAJNBSHCKOTO UccenoBaTenss M. Maresca [et al.], kiu-
Huueckue npossyieHnsa [IMK y B3pociibIx BKITIOYAlOT aCTeHOHEBPOTHUYeC-
Kue paccTpoiicTsa (64—70 %), kapauanruu (1o 75 %), nedanruu (51 %),
HapyuieHus cepgeyHoro putma (50 %), CUHKONaJbHbIE COCTOSHUSA
(4—29 %). ITponanc nepexneii crBopku MK Habmopaercs B 44—77 %,
3aziHeil — B 23 %, 06enx — B 33 % ciyuaeB. Cpeau xenmuH [IMK BcTpe-
YaeTcs B 2 pasa yallle, MaKCMMaJIbHas 4acToTa y >keHIH B 20—29 Jer,
y My)x4rH B 30—39 ner. IIpu naTo0roaHaTOMAYECKAX MCCIeL0BAHUAX

79



B 50 % mpu IIMK BbIAB/I€TCA MUKCOMAaTO3Hasd JiereHepanuus (yTosime-
HUe CTBOPOK, AuddysHoe moBpexseHre GpHUOPO3HOTO CI0sA, UCIe3HOBE-
HUe KOJJIareHOBbIX (uOpuiu). YyBcTBUTENBHOCT MeTona DXoKI st
BoIsiBieHUst [IMK — 87—96 %, cnetudpuyanocts — 87—100 %. Tum Kpo-
BOOOpaIeHNs HOPMaJIbHBII WM TUNepKUHeTHYeckuit (32—62 %). Ipu
ayCKy/IbTallMM CUCTONINYECKUH IeMT90K CIIbleH B 43 %, CUCTONMYEeCcKUit
yM B 20 %, «HeMoit» [IMK — 33—80 %. ¥ 60sbHbIX ¢ [IMK TUOXYHBIX
Kap/iraibHbIX 00JIeii He BBISBJIEHO; BBIABMAIOTCSA MUOdacaibHbIe 6011
(Ko>xHas1, MbllIeYHas rumnepanre3us B 86 %). BonbmmHCTBO 60J1€i B Tpya-
HOI1 KJIeTKe BbI3BaHO ¢pubpo3uToM. BuesamHasi cmepts npu [IMK 1,9 Ha
10 000 HabmroeHuM#, Bcero onucano okojo 100 caydaeB (pexe, 4eM IpH
Apyrux 3a60JeBaHUAX cepAua). JlonoaHUTebHbIE GAKTOPBI PHCKA: KeH-
ckuil nos, perypruranus III—1IV ct., ykopoyeHue uHrepsasa Q—7T, Ha-
pYLIEHNS penojsapu3aliy, MUKCOMaTO3Has JiereHepalusl CTBOPOK, CUH-
KoNajbHble COCTOSHMA B aHaMHe3e. HeBposormueckas CUMITOMaTHKa
or™eyaercs y 11 % 6obHBIX (HapyIIeHuss MO3TOBOTO KPOBOOOpaIeHus,
ullleMUyYecKre HHCYIbThI, MUTPeHb). B KIIMHMKe OTMedaeTcs Halu4uue re-
MOpparu4eckKoro cMHApoMa (1o MHEHHIO aBTOPOB, 3a CY€T TPOMOOIUTAP-
HBIX HapyILIeHu#, cHIKeHus pakropa Bunnebpanna (OB)) [371].

ITo naunbM B. M. lenaruxa [u zap.], IIMK y npaktudecku 3710po-
BBIX JleTell BcTpedaercs B 4—14 %, y nereit ¢ BA B 30 %, y mereii ¢ Ha-
pyuweHusmu purMa cepaua B 23 %. Ilpu JICT ygacrora IIMK 91 %. Ilo
nanHbIM DX0KT, pacnpeneneHnue nposancoB KianaHoB TakoBo: IIMK —
82 %; aopranbHOro — 7 %; 3-ctBopyaroro — 4 %; coderaHuole — 7 %.
Muxkcomaro3Haa gereHepauus MK ortmeuaerca B 14 % IIMK. MIKII
u creHka JK MMeIOT TeHJeHIMI0 K YMeHbIIeHUI0, pa3Mephl I0JI0CTel
Y COKPaTUMOCTh He HapylieHs! [95].

Mo mauubM T T1. KoBaneBoii, crelduaHocTs DX0KT [is BbIsSBJIEHUS
IIMK — 100 %, ayBcTBUTeNBHOCTD 97 %. KomdectBo DKI'-0cobeHHOCTEl
Ha oziHoro GosnbHOro JICTC 2,86. Yacrora HapyuieHUil puTMa y O0JIbHBIX
¢ I[IMK He 3aBHCHUT OT I0JIa U CTENIEHU Peryprutauuy. Y G0JbHbIX CO CHU-
’KeHHO! ITapacMMIIaTU4eCcKOl aKTUBHOCTBIO MeHblIle 4YaCTOTa BereTaTUBHbBIX
KPU30B, I'UNEePBEHTIWIALIMOHHOTO, KaPUAJITUIeCKOro CUHAPOMOB [134].

DKTONMMYeCcKHe Kpensmuecs XopAasl (AaHOMAaJIbHO PacHo0KeH-
Hble, DKX). ITo nanueiM A. 1. MapTbiHOBa, cpeau B3pocibix DKX Berpe-
qaTca y 4—17 %, IIMK y 4—15 %, us Hux y 77 % oH codeTaeTcs C Ipo-
nabupoBanueM apyrux knanaHos. IIpu DKX npusHaku JICT BeIpakeHbI
cnabee, yem npu IIMK. Tsokects [IMK KoppenupyeT ¢ KOJMYeCTBOM
deHoTUNMYECKUX TIPU3HAKOB. Y 6onbHBIX ¢ [IMK 1 DKX OoTCyTCTByIOT
Npu3HaKy, xapakrepHble 1 CM u CD]l (apaxHOAAKTUNNsA, YATUHEHNe
BepXHUX KOHEYHOCTel, MOAKOXHBIe y3enku) [169, 170].

ITo nauubiM A. B. CymapokoBa [u zap.], DKX B 95 % pacnosoxeHbl
B mosiocty JIK ¥ KpensiTcst K CTeHKaM JKeyZI04YKOB, TPeZICTaBIsAs cob0i
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JlepyBaT BHYTPEHHETO MBIIIEYHOTO CJI0sI, BO3HUKAIOIIETO B SMOPUOHAb-
HOM Tlepuojie TIpU OTUIHYPOBKe MaNWUIAPHBIX MBIIIL]; THCTOJIOTMYEeCKU
MMeloT GuOPo3HOe, GHOPO3HO-MBIIIEYHOE WIIM MBIIIEYHOE CTPOEHHUE; UX
tororpadus y Jieteil ¥ poauTesieil B GOJMBIIMHCTBE CIy4aeB MIEHTHYHA.
MoryT npezncTaBiasTh COO0M JOMOTHUTENbHbIE 3JIEMEHTBI MPOBOASIIEN
cucteMbl cepaua. ¥ 6onbHbix ¢ DKX u [IMK oTmedeHa HauboJbast
pactpoctpaHeHHOCTh aHomanuid CT. DKX cienyer paccmaTtpuBaTh Kak
OZiHO U3 mposiBiieHui Masbix [ICT, BK/IIOYAIONMX MPOJabUpoBaHue art-
PUOBEHTPUKYJISIPHBIX KJIAMAHOB, HEIOCTATOYHOCTh KJIAMAHOB TYOOKUX
BeH HIDKHUX KOHEYHOCTeli, TpaXeoOPOHXHANbHYIO IVCKUHE3UIO, IPhIKH,
IJIOCKOCTOTIVE, FeMOPPO, K(OCKOIN03, MUOIINIO, aCTEHUIECKOE TeJI0-
crnoxenue [228]. Y nereit c DKX usmenenus Ha ODKI Bctpeuarorcs B 37 %
(24 % — sxcTpacucronuyeckas aputMus; 17 % — cynpaBeHTPUKYJIAD-
Has dKCTpacucTonus; 5 % — CHUH/POM paHHei penonasfpusauuy; 3 % —
WPW). B 91 % CJIbIIIHBI BBICOKOAMILIUTYHbIE, BUOPALIOHHbIE IIYMBI.
OKX pacnonoxeHbl IpofoibHO B 89 %. Y gereii B 21,8 % (y B3pOC/IBIX
B 55 %) BbIABJIEHB! IPU3HAKU TMIOTOHMYECKON NUCKWHE3UU KPYIHBIX
6ponxoB. [Tonocts JIXK ymeHbIIeHa y feTeil U B3pocibix [98]. OcHOBHOE
KJIMHUYecKoe 3HaueHne DKX 3akio4yaeTcs B TOM, UTO OHU ABJIAIOTCA O]
HOIi 13 BO3MOXXHBIX TIPUYMH apPUTMUM, TIPU 3TOM HarboJiee pacrnpocTpa-
HeHbI HaJl- ¥ JKeNy/I0YKOBbIe 3KcTpacucTonuu [221, 222].
JaHHBII BoOmpoC W3ydeH aBTopamu Kiaccudukanuum MAC
u 10. M. Beno3epoBsim, umu 6611 06ceqoBan 1061 pe-
6enok 1—15 net, y 98 % KoTOpbIX BbIsiBIeHbI MAC, UX BCTpeYaeMOCTh
¥IMeJIa 3aBCUMOCTD OT BO3pacTa U He SIBJIsUIach CTabMIIbHOM. Pe3ymbraThl
npezcTaBienst B Tab. 11 [79].

Tabnuya 11

PacnpocTpaHeHHOCTb MaJIbIX aHOMAJIHIi cepana
y Aeteii 1—15 nert (%)

BapuaHT MUKpOaHOMaJIuN I\EI:ZL;{;I?)H é‘nezo;;;; n ch(r)zn

IIpencepaus 1 MeXXIpeacepAHas Meperopoaka

ITpostaGupyroIMii KianaH HIDKHE# Mook BeHbI 0,9 1,1 1,0
YBesMueHHas eBCTaxueBa 3acIOHKa, 6oee 1 cm| 28,0 23,8 259
OTKpBITOE 0BaJIbHOE OKHO 3,0 5.7 4,3
He6onbmas aHeBpr3ma MIIIT 0,6 1,3 0,9
AnoMmabHble Tpabekyisl B I1IT 1,9 1,3 1,6
IIposabupytoinue rpeGenyarbie Mbimib B I1TT 12,1 7,3 % 9,7
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Oxonzanue mabn. 11

Manbuuki | JIeBouKku Bcero

BapuanTt MuKpoaHoManuu (n=536) | (n=525) |(n=1061)

TpuKycnuaaIbHbIH K1anaH

CwMelnieHNe cenTanbHON CTBOPKY B IIOJIOCTh
mpaBoro xenyzno4ka cepzna (IDK) <1 cm

Junarauusa ATPUOBEHTPUKYJISIPHOT'O OTBEPCTUA

32,7 30,5 31,6

9,0 6,5 7,7
cIpaBa
I[Tponabuposanue TK 52 38 4,5
JleroyHas apTepus
Jlunarauys CTBOJIA JIETOYHOM apTepun | 274 | 231 | 251
AopTta
ITorpaHn4HO y3KU KOPEeHb a0PThI 10,3 9,9 10,1
ITorpaHn4HO MUPOKUIA KOPEHb a0PThI 8,6 9,3 9,0
JunaTanys CMHyCOB BayibcanbBbl 31,9 23,1%* 27,5
JIByCTBOpYAThIA a0PTaJIbHBIN KJIaNaH 0.4 0,6 0,5
AcuMmMmeTpus CTBOPOK aOPTaJILHOTO KJIalaHa 4,4 3,8 8,2
[ponabupoBaHue a0PTaIbHOTO KJIamaHa 7,3 5.9 6,6
JHedopMariys BBIHOCAIIErO TPAKTa XKeMyaodKa
CUCTOJIMYECKUM BaJIMKOM B BeDXHE! TpeTn 2,1 1,3 1,7
MIKII
JleBbIH Keyl09eK
Jl;lé)cr;peqﬂo pacmosoxeHHble TPabeKyIIbI B II0- 47 46 46
jI;I(?c(')[f/IOHBHO pacroJoxKeHHble TPabeKyJIbl B 110- 9.5 5.5 * 75
gglj?g(c):;nbﬂo pacrmoJioxkeHHbIe TPaOeKyJIbl B 22.2 221 221
MuTpasnbHbIi K1anaH
[TponabupoBaHye MUTPAILHOTO KilanaHa 17,0 28,2 * 22,5

KTOMMYecKoe KpeIjleHre Xop/ nepefHeit

?TBOpKI/I P pATIepen 9,5 8.4 9,0
DKTONNYECKOe KpelleHre X0p/ 3ajHell CTBOpKU 1,1 0,4 0,8
Hapymenue pacrpezesneHus XopA epeaxeit 231 36,2 * 29.6
CTBOPKHU
g?g%};zznne pacrpeziesieHs XOpZ 3afHel 6.5 3.6 * 51
ﬁ](:ll;lli)éIHI/ITEJILHbIe T'PYyIIIbI NaTWJIISIPHBIX 2’1 2’1 2’1

* 3HaYUMOCTb pasnn‘mﬁ roKasaresei MEXAY IrpymmnaMy MaJib9uKOB U IEBOYEK.
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HapyimeHusi puTMa M NPOBOAUMMOCTH. MOCKOBCKUMU IeAuaTpa-
MU noj pykoBoacTBoM npodeccopa B. ®. JlemuHa ycraHoBieHbl DKI'-
U3MeHeHMs, accouurpoBaHHble ¢ cuapoMoM JJCTC: cuHAPOM Npexzes-
peMeHHOTO BO30yxzeHUs xenynoukos; CPPX (y zereit ¢ DKX 72 %,
y B3pociibix 19 %); npexaeBpeMeHHbIe XeJlyJ04KOBble KOMIIJIEKChI; HecTa-
OMIIBHOCTb KOHEYHOH YaCTH JKeTyZ0YKOBOI0 KOMIUIEKCA B 3a/JHEHIDKHUX
orBefieHuaAx. Y gereit ¢ JICT ¢ HapylleHMAMH PUTMAa U IPOBOJUMOCTHU
CUHIPOM BeretatuBHOU aucdyHkumu (BJI) daiie mpoTekaeT 10 BaroTo-
HUYEeCKOMY THUIY, B BUJie [TPECHHKONANbHBIX, CUHKONANbHBIX U aCTeHu-
4eCKUX COCTOSIHHM, Kap/IUaJruy, TOJIOBHBIX O0Jell HalpsKeHUs ¥ 9acTo
COIIPOBO>KZAeTCsA IICUXOMNAaTONIOrNYeCKUMU paccTpoiicteamu. ITo faHHBIM
KUT, npaktuuecku Bce fetu ¢ CICT umerot npossienus B [96].

Jpyroii rpynmnoil MOCKOBCKUX Ie[MaTpPOB BBIABJIEHO, YTO 4acTOTa
JCT y feteii c HapylleHUAMY PUTMa CepALa cocTasiseT 76,2 %. Y nereit
C mapokcu3MabHOU Taxukapaueit Ha ¢one ICT B 55,6 % BBIABISAETCS
CHH/IPOM TIpeX/IeBPEMEHHOT0 BO30yXieHNs xenynoukos. Ha ¢pone ICT
B 70,3 % BoIsiBNeHbl MAC (nposnancel, DKX u Tpabekynsl JIXK). YacroTa
BO3pacrasa c yrsxenenvem JICT [129].

Y 48,9 % pereit ¢ ICT nuarHoCTUPYIOTCA HapyLIEHUs CepledyHOro
puUTMa, Jamte — 610Ka/ia NPaBoOi HOXKY MydKa [¥ca 1 CMelTaHHbIe 3KC-
Tpacucronuy. Habmozaercs 4eTkas CBf3b MeXZAY CTENEHbIO TSXECTH
JCT u HanuuyreM HapyleHui putma [74].

ITo pesynbratam ucciesosaHuii O. B. Cremypa, cpefu B3pOCIBbIX
ACTC BkIroYaeT INpoJanchl KiaamnaHoB, aHeBpusMmbl MIIIT u cuHycoB
Banbcansebl, DKX. Ilocnennue Becrpevarorcss y 17 % HaceneHus (1o
IaHHBIM BCKDBITHIL), B 95 % ciydaeB oHM HaxonaTcs B nojnoctu JDK, B
5 % — B nonoctu IK. Kapauanruu y nun ¢ DKX Berpevatorcs B 42 %
ciydaes, cepauebuenus — y 34,5 %. [MnepBeHTUIALMOHHbIA CHHAPOM
oTMedaercs B 55 % ciyuaeB, HapylleHUs TepMmoperyasauuud — B 50 %,
CUHKOIIaJIbHBIE COCTOSAHUA — B 55 %, COCYAUCThbIe HAPYIIeHUs B KOHeY-
HocTAX — B 40 %, TomHoTa — B 38 %, OLIyIIeHUA «KOMa B ropjie» —
B 30 % cnyd4aeB. [lepedncieHHble HapylleHUs CBUAETeNbCTBYIOT 0 BJI.
Y 6ombHbIX ¢ [ICTC Menbie nonocts JIK (3T0 MOATBepIKIaeTCst HAIUMU
JaHHBIMU, CM. TIoZipasza. 2.3.2.2.). ¥ 58,8 % 6onbHbix ¢ IIMK 06Hapyxu-
Baercsl AUCKUHe3us OuamapHoro tTpakTta (JBT), BbIsABIeHa KOPpeJALys
C acTeHUYeCKUM TUIOM KoHCTUTyuuu. KommdectBo DKI-ocobeHHOCTEN
Ob1710 TOCTOBEPHO 6OIBIINM Y GOJIBHBIX B Bo3pacte 16—25 yet (1o cpas-
HEeHUIO ¢ 60IbHBIMU B Bo3pacTe 26—37 net). Y 60osmbHbIX ¢ JICTC Bblie
aKTUBHOCTb Napacummnatudeckoro otrgena BHC. ¥V 67,1 % c [IMK u 43 %
¢ DKX BbIAB/IEH rUNepKUHETHYeCKUi TUT TeMOJUHaMUKH [221].

M. 10. TanakTHOHOBO¥ BBLIABJIEHO, YTO Y [€Te C HAPYLIEHUAMY PUT-
Ma ¥ IPOBOAUMOCTH Cep/ilia Jalle, YeM B IpyIIIe 340POBbIX, BBIABIAITCA
KrHIYeckre npusHak BJI (69 %), ICTC (58 %). Yacrora ¢peHOTHIH-
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yeckux MapkepoB JICTC BapeupoBana ot 26 % y nereii ¢ pegkumu DKI'-
cuHzipoMamMu 1o 80 % y MaleHTOB € TeTepOTONHBIMU apUTMUAMY [71].

I[TeTepOyprcKUMHU KapAOIOraMu 13 labopaTopuu 1o usydenuto [[CT
QezepanbHOro 1eHTpa UM. B. A. AnMa3oBa [0Ka3aHO, YTO CYTOUHBIN
podIIIb AUACTOIMYECKOTO JJABJIEHHS y MOJIOAbIX jozeid ¢ ICT xapak-
Tepu3yeTcs MeHbIIMMHU 3Ha4eHUAMYU B CPaBHEHUHU CO 37I0POBBIMU JIIO/Ib-
Mu. V3MeHeHNs penosfApu3aluy ABJIAIOTCA YaCTHIMU HaXOKaMH Y JIULL
¢ [ICT, He cBA3aHbI C HApylLIeHNEM COKPaTUMOCTA MUOKap/ia U CBUZleTelb-
CTBYIOT 00 M30BITOYHOM CHMIIATYECKOM oOecriedeHun [204].

HeiipouupkynsaropHas puchynkuusa (HIIT). TaHHBI TEDMUH B
KoHIe 90-x rr. XX B. ObLI BBeJIEH B NeJUATPUIO YCHIISME COTPYIHUKOB
Hameii kadenpsl [209] B3aMeH MeHee yIa4HOTO, HAa HAIIl B3I, TEDPMUHA
«BEreTOCOCYAUCTasl JUCTOHMS». BHeIpeHre TepMUHA HA4YaIoCh C Omyo-
nuKoBaHUsA B 1999 1. 4-ro u3naHus yuebHuKa «JleTckue 60ye3HU», aH-
Has r7aBa BUJOM3MeHsAeTCs, HO COXPaHsAeTCA B TedeHMe yKe YeTbIpex 13-
nanuit. CMBICK 3aKJII0YaICs B YHUPUKALMYA TePMUHOJIOTHH, BbIPAOOTKE
e/TMHCTBA B3IJIAZI0B U TPeeMCTBeHHOCTU OHATHH y eIMaTpOB U Teparnes-
toB [209]. inarHocTukoit u nedyenrieM HIJ] TpaaguliMOHHO 3aHUMAIOTCS
TeIaTpbl, IO3TOMY HO30JI0rH4eckas Gpopma IoMelleHa HaMU B JAHHOM
pasgesne, xotsa HIIJ] HaxoauTCA Ha CThIKe NeIMaTPUU U 1eTCKOW HeBPOJIO-
ruu. HexoTopsle acriektsl HIT/I 3aTparuBatoTcs Hamu B noapasz. 2.8.2.1.
3a Bpewms, npoesiiee ¢ 1990-x rT., HabIIOAETCS «IIPUBBIKAHKE»> TIeIU-
aTPOB K ZIaHHOW TPAKTOBKE, 4TO OTPaXXEHO U B COOTBETCTBYIOLIEM paszee
HallMOHaIbHOrO pykoBoJcTBa «[lenuarpusa» [137].

ToBOpsT O TeHeTHUYECKOU mpeapacnonoxedHocTd k HITM, Heobxoau-
MO TO/TYePKHYTh [IOCTOSTHHYIO CBfI3b BereTaTWBHBIX HapyueHuii u JICT,
a TaKKe OOLIMIT /Il HUX MPEUMYIIeCTBEHHO «MeJJIeHHBIN» THIl alleTh-
JIMPOBAHWS BCJIEACTBME HU3KON aKTUBHOCTH N-areTunTpaHchepasbl.
HyneBoii annenb reHa NAT2 MOXeT SIBJIATHCS 0OLIMM 3BeHOM ITaToreHe3a
HIJT u ICT. DTHONIOTNYeCKU 3TH COCTOSIHUS 0O beuHsAeT O0IbIIas Mo/~
BepskeHHOCTH fieTeit ¢ JICT crpeccam. ITarorenetndecku HIIJT u JICT 065-
eZVHSIeT TaK)Ke CUCTEMHOCTD U TIOJIMOPTaHHOCTb YKa00 1 HapyIIeHWi.

C TOUKM 3peHHUs1 «COMaTUYecKoro» noaxoza K npobieme HII/T y nereii
11es1eco06pa3HoO BBIZIEATH 3 OCHOBHBIX YPOBHS BO3MO)KHBIX HapYIIEHHUIL:

1) HazcerMeHTapHBIN (KOpa rOJIOBHOTO MO3Ta, IMMOMKO-PETHKYIISAP-
HbIIl KOMIIJIEKC);

2) cerMeHTapHbIN (epudepudeckass HepBHAs CUCTeMa, BKJIIOYast Be-
reTaTUBHBIN U COMaTUUeCKUil OTAeNbl);

3) mozicerMeHTapHbIi (OpraHbl U CUCTEMbI OPraHOB, TKAHEBBI 0OMeH
BeI[eCTB, CYOKJIETOYHbIe 00pa30BaH¥s, MOJIEKYJISIPHbIE B3AUMO/IEHCTBUS)
[209].

[Tepuatpsl u3 CraBponoss, 6a3upyromuecs ele Ha CTapoOil TEPMUHO-
soruy, B Hadase 2000-x rr. 3aperucrpuposanu y 68,9 % pereii ¢ Bl MAC,
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U3 HUX 3KTONUYecKue XopAbl y 53,3 %, IIMK y 26,4 %, nponanc Tpukyc-
nuganbHoro knanaHa (IITK) y 10,2 %. Vi3menenus Ha DKI' BbIsBIeHbI
y 73 % (cuHycoBas apuTMUs, MUTPALUA BOAUTEN PUTMa, Iipe/icepAHbIe
U KenyJo4uKoBble 3KcTpacucronuu). C yactoToit 61,6 % BCTpedanauch
CTUTMBI I3aMOpuoreHesa [127].

IMepnaTpamu u3s Biagukaskasa BeisiBiieHbl Ipy B/l DK -nipr3Haku Ha-
PYLIEHUI puTMa ¥ TPOBOAMMOCTH, U3MEHEHHUI penossipu3anuu. Y 60b-
1reit yactu 60JIbHBIX BbIsBNIeHbI Tpu3Haky [JCT (acTeHUYecKuii TUT KOHC-
TUTYIUHN — 56,7 %; HapymeHus: ocanku — 47,5 %; HenpaBuibHasA Gpopma
geperna — 40,8 %; Bbicokoe He60 — 31,7 %; rumepMoOUIBHOCTD CyCTa-
BOB — 31,7 %). B ouepenHoii pa3 ObuIa BbIsBJIEHA TeCHAsi B3aUMOCBSI3b
MeX[ly YKCJIOM BHENTHUX (eHOTHIYecKuX npusHakoB [ICT u 4actoToi
BoIsiBNeHus DKI-npusnakos JCTC [128].

I[TepuiaTpaMut 6eIOPYCCKO# MIKOJIBI BBISIBJIEHO, YTO HENOJHOLIEHHOCTD
CT 3HauyMTeNbHO Yallle coYeTaeTcs C OTKJIOHeHUAMY NapacuMIaTHYecKo-
ro 3seHa BHC. CriesiaH BBIBOJI, YTO HAaCJIeAYIOTCS KAK 0COOEHHOCTH CTPYK-
Typbl CT, Tak 1 XapaKTep BereTaTUBHOTO 00OecriedeH s IIafKOi MyCKy/Ia-
TYpbl OPraHOB, MUOKap/ia ¥ KPOBEHOCHBIX COCYZOB [53].

MoOCKOBCKMMU TlefuaTpamMu 1oz pykosogctsoM H. A. KoposuHoi
BBIABJIEHO, UTO ITpY BJl BereTaTUBHBI CTATyC KOPpPeIMPOBa C YaCTOTOMN
MAC. O6cnenoBano 119 gmereii ¢ B/I, y 32,8 % Habto/acsi CMelIaHHBbII,
y 38,6 BaroToHn4Yeckui, y 28,6 % CUMIATUKOTOHUYECKUH Twll. YacToTa
JCT cpenu fieTell ¢ HapylIeHUSMU PUTMAa U TPOBOJUMOCTH COCTaBUIIA
76,2 %. ICT BbIABAsAETCA Y AeTell ¢ mapokcusmanbHoii (81,8 %) u Hemna-
pOKcU3ManbHOM Taxukapaueit (75 %). CambIM 4acTbiM pu3Hakom JJCT
asngerca TMC (71,4 %) [143].

B nuTepatype nMeeTcs MHOTO KCCJIeI0BaHUH, TOCBAIIEHHBIX U3yde-
HUIO TICUXOJIOrnYecKux ocoberHocreit npu [JCT y JeTeil ¥ MOAPOCTKOB.
Tak, A. B. IToyuBanoB u A. B. BabkuHa B cBoeM He/JaBHEM HCCIIeJOBAHUN
ocoboe Mecto B knuHUKe [ICT OTBOAAT NMCUXOMATONOTMYECKUM U3MeHe-
HUSM, XapaKTepU3yoImMcs codeTaHrneM adpPeKTUBHBIX U JTNYHOCTHBIX
pacctpoiicTB. Bouio o6ciemoBano 60 moapoctkoB 11—17 jeT ¢ cumnTo-
mamu B/l B couetanuu ¢ npusHakamu ICT. [lucnnactuyeckre u3MeHeHUs
B cepzLe BbIABIIeHb! y 90 %, HapyleHus putMa y 62 %: MArpanus BOgUTe-
nst put™a y 23 %, ciHoaTpuanbHas 6;10kazna Il cr. y 5 %, AB-6710kazna I ct.
y 2 %, curapoM WPW y 3 %, 0lMHOYHBIE )KeJyZI0YKOBbIe SKCTPACUCTOJIBI
y 7%, Ha[pKenynodkoBas akcrpacuctonus y 10 %. ITpu OxoKI' uzonupo-
BaHHbIi [IMK noareepx/en y 20 %, coueTaHHBIN IPOJIAIIC aTPUOBEHTPU-
KyJIIPHBIX KJIalIaHOB ¥ 8 %, skTonudeckue xopAbl JIXK y 38 %, coyeranue
VIUTMHEHHBIX CTBOPOK MK ¢ 3KTONMMYecKMMHU XOpAamu U Tpabekynamu
JIK y 8 %. K ncuxosnornyeckuM 0cob6eHHOCTSIM MPU 06CY)KAaeMOM CHH-
ZpoMe OTHOCAT: HeaJleKBaTHOCTb CaMOOLIeHKU, HU3KUI YpOBeHb IPUTH-
3aHUIA, HEBBICOKYIO COLIMAJIbHYIO CMeJIOCTh, KOHPOPMHU3M, TPEBOXKHOCTD,
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ayTU3aLUI0. AHAIN3 TOKa3aJ HaJM4ve MCUXOBereTaTUBHON AUCHYHKINH
y noapoctkoB ¢ JICT. AHanu3 nupkagHoro npodussi ¥ BapuabenbHOCTH
Cep/ie4HOro pUTMa NO3BOJINJI YCTAaHOBUTB, YTO y fieTeld ¢ cuHapoMoMm JICT
HapymeHue ¢yHKM BHC cBS3aHO NperMyIIecTBEHHO C MOBBIIIEHIEM
TOHyCa CUMIaTHu4eckoro otgena [195].

B uccnenoBaHUM MBI ONBITAJMCh IPOCJIEUTh HEKOTOPbIE B3aUMO-
cBs3ut HIIJT ut ZICT: 5X0apXUTEKTOHUKK U OMO3JIEKTPUYECKON aKTUBHO-
CTH TOJIOBHOTO MO3ra (HaZicerMeHTapHBIN YPOBeHb), peryyaluio Berera-
THBHOTO TOHyCa ¥ PEAKTUBHOCTH (CerMeHTapHBIN YPOBeHb), GOPMHUPOBaA-
HYle MOTOPHBIX HapyIIeHWi B JKeJy/Ke, 0COOEHHOCTU CTPOEHUS MeHOTO
OTZeNa T03BOHOYHUKA, KPOBOCHAOKEHHUSI MO MarucTPajbHBIM COCYZiaM
TOJIOBBI, TATOTeHETHYECKYI0 OOIHOCTb HAaPYLIEHUiT B CHCTEMe reMocTasa
(mozicerMeHTapHbIN YPOBEHb).

Heram 1-i1 rpynnel HIIJ] B KayecTBe OCHOBHOI'O JMarHo3a yCTaHaB-
nuBanack B 23,5 %, 2-it rpynnel — B 31,1 %, 3-it rpynnel — B 54,0 %.
B xadecrBe conyTcTBytomero auarsosa HI1Jl ycraHaBiavBanach feram 1-i
rpymubl B 12,0 %, 2-i rpynnel — B 13,3 %, 3-ii rpynmnsl — B 8,0 %.

2.3.2. CobcTBeHHbIe pe3yAbTaTbl 00CA€AOBaHMUS
CepAe4YHO-COCYANCTON CUCTEMbI

Unrepec k npobieme JICT ObLT MHAYIIMPOBaH B IEPBYIO OYepe/b Kap-
JMOJIoraMu 1 MU e ucciesioBad. ITosromy nsmenenuss CCC npu [ICT
M3y4eHbl JIyyllle, 4eM B APYTUX QYHKIMOHAIbHBIX CHCTEMAX, ¥ Halllu JJaH-
HbIE TOJILKO [IOIIOJHAIOT UX.

2.3.2.1. Pe3ynbTaThl 3JIEKTPOKapauorpadpuyeckoro
HCClIel0BaHuA

HeTsam uccnenyeMelx rpymnmn nposogunoch SDKI' ¢ moMoIbio anmapa-
Ta Siemens (TepMaH¥si) 110 CTAHAAPTHON METO/MKE, IPOBOAUIIKCH TPOOBI
¢ ¢pu3MUecKoit Harpy3Koii 1 GpopcrpoBaHHBIM AbixaHueM. Hauboree BbI-
COKHMe Y HarJIAZiHble YUCJIOBble 3HaueHus nokasareneid OKI' npezncrasie-
HbI Ha puc. 17 (CM. IIB. BKJIEHKY).

KonuyectBo DKI-pr3HAKOB Ha OHOTO pebeHKa MaKCUMaJbHO B 1-i
rpynre (3,16). Bo Bcex rpynmax BbICOKa 4acTOTa 3KTONUYECKOTO PUTMA,
MeTaboIMYeCKUX HApYyIIeHUi U HeMONTHOM 6JI0KaZIbl TPaBOi HOXKKH Ty4-
ka [ica. B 1-it rpymnme ¢popMUpOBaHKe SKTONMUYIECKOTO PUTMA U MUTpa-
LU BOAUTENS pUTMa OTMedaeTcsl pexke, 4yeM B 3-i1. Yalle oTMedeHo Bep-
THKaJbHOE / MOJIyBepTUKaJIbHOE MOJIOXKeHUe 3ekTpudeckoir ocu (18,7
1 4,0 % COOTBETCTBEHHO), CMellleHNe 3JeKTpudeckoit ocu Bpaso (15,6
1 4,0 %), beHoMeH ykopodyeHHOro uHTepBana P—Q (3,8 u 0 %).

Jn4 BBIABJIEHUS [TapajuleNn3Ma CTelleH! OPraHHBbIX HapyLIeHUH npu
OCT c yBenuueHueM uucia (GEHOTUIIMYECKUX TPOSBIEHUN HAMU W3
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1-i1 rpynnsl 6bU1a BhIZIesIeHa oArpynna la u3 39 nereii ¢ ynciaoM 6annoB
6onee 40 (17 neBovek, 22 Masnb4rKa). COMOCTaBUB YMCIOBbIE 3HAYEHNS,
MOXHO IIPUIATH K BBIBOJY, YTO pe3yabraThl DKI' B moarpymme la npaxkru-
4YeCKU He OTJIMYAIOTCA OT JaHHbIX 1-# rpynmel B neaoM. EnuHcTBeHHOE
oTnm4ue — Goslee HU3KAsA 4acTOTa HOPMAJbHOTO MOJIOKEHHs 37eKTPU-
geckoii ocu cepaua (10,3 1 59,0 % cooTBeTCTBEHHO).

2.3.2.2. Pe3ynbTaThl 3X0KapauorpapuiecKkoro UCCieJoBaHUS

9x0KT npoBoAMIUCE HAa IMarHOCTHYecKoM anmaparte Omnia Sonoline
(Siemens) mo cTaHAAapTHBIM MeTOAMKAaM. Bo Bcex rpymnmax HauboJee yac-
THIMM W3MEeHEeHWsMU ObIIO0 HaJW4YKe SKTONMMYeCKH KpemsluXcs XOpPA
B mosiocty JUK, mporub CTBOPOK M aHOMAJIMK TPUKYCIUIAIbHOTO KJia-
nana (TK). Yucso HapyieHust Ha OHOTO OOJILHOTO MaKCHMMaJbHO B 1-i
rpymne (2,02; 1,84 u 1,16 coorBetcTBeHHO). HopManbhasa OxoKI' 3Ha-
YuMO yalle BcTpevaercss B 3-1 rpymnme. Pesynbratsl OxoKI' nocraTtoyno
JeMOHCTpaTuBHLIL. Tak, B 1-i rpymnme ¢ BbICOKOM 3HaYMMOCTBLIO BBbIIIE
yacrota DKX B mosnoctu JIK (58,7 u 21,1 %); KIMHUYECKH MajlOo3Ha-
yumoro [IMK 6e3 nmpu3HAKOB MUKCOMATO3HOH JlereHepaluy CTBOPOK U
6e3 3HAYMMOI1 HeZIOCTATOYHOCTU (TaK HAa3bIBaeMOro (HH3UOIOTHYECKOTOo
nposnarca) (46,8 u 23,7 %), [IMK (9,2 u 0 %), nporu6a u perypruramun
Ha CTBOpKax TpexcrBopuaToro kinamana (TK) (22,0 u 10,5 %), mporuba,
perypruraiuy, fegopManus CTBOPOK KiamaHa jeroyHoro creosa (JIC)
(9,2 1 0%), pacupenus cunycoB Banbcanssol (11,0 u 0 %). B 1-ii rpyn-
Tle pexe BCTpedaroTcs KpynHble pa3Mepsl cepana (0,9 u 10,5 %), yacrora
anomanuii TK B 1-# rpynme HezHaunmo Huxke (11,0 u 21,0 %). Takoii mo-
Ka3aTeJlb, KaKk aHOMaJIis NamIIApHbIX Ml (ATIM), He HazlesneH uar-
HOCTUYeCKUM 3HaueHUeM.

Bo 2-i1 rpynie n3MeHeHNs CXOZAHbIe, HO MeHee BblpakeHHble. Takxe
3Ha4yuMO Bbime yacrora DKX B monoctu JIK (46,4 u 21,1 %), dusuo-
norudeckoro I[IMK (37,5 u 23,7 %), mporu6a 1 peryprutainiu Ha CTBOP-
kax TK (37,5 u 10,5 %), mporu6a, peryprutanuu, 1epopMaiiy CTBOPOK
knanana JIC (12,5 u 0 %). Huxe yacToTa KpyHHBIX pa3MepoB cepzla
(01 10,5 %).

I'paduueckoe pacrpesesieHre Hanbosee 4acTbix u3MeHeHHN DXOKT
B MCCJIe/lyeMbIX TPyINax Mpe/icTaBieHo Ha puc. 18 (cM. IIB. BKJIEHKY).

39 mersim noArpymibl 1a 6buta BeinmonHeHa DX0KT. IIpakTudecKu Bce
OCHOBHbIe HapylleHUs B NOATpyINIe la BcTpeyaauch yalle, 4eM B IpyI-
ne B uesoM. Tak, yamie BCTpedanuch «puszuonoruueckuit> IIMK (64,1
u 46,8 %), sHaunmbiit [IMK (17,9 u 9,2 %), nporu6 / perypruraius /
nedopmarnus ctBopok TK (28,2 u 22,0 %), mporub / peryprutanus / zie-
dopmanus crBopok kinanaHa JIC (20,5 u 9,2 %), pacliupeHue CUHYCOB
BanbcanbBbl (20,5 1 11,0 %). Ha onHoro pebGeHka Takxke HabJIOAAeTCs
HeCKOJIbKO Gosibiite Hapymenuit (2,41 u 2,02). ITo cpaBHEHUIO C AaHHbI-
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MU TPYIIbI CpaBHeHUA Bbllle yacToTa runokune3nd MXKII (7,7 u 0 %).
Kax u B mpeznbiiymeM ciayyae, aHOMalvs NanuIaApHbIX Mblmi (AIIM)
He MMeeT 3Ha4eHHUs1, 4acToTa ee Hike. ITo pesynbraram DxoKI nmeercs
HapaJjien3M Mex/y CTelleHbI0 BHeIHUX npossaeHuit JICT v yucioM Ha-
PYLIEHW, BBIABIAEMBIX JaHHBIMU HCCIIeJ0BAHUAMMU.

2.3.2.3. Pe3ynbTaThl KapANOUHTepBaorpadpuyeckoro
HCClIeloBaHu A

Yactu gmeredl BO BcexX TpyNIlax IPOBefeHa KapAUOUHTepBajorpa-
¢us (KUT), Kotopasi BBIMOJNHSANACH B CJIy4ae BBISBJIEHHS CHMHYCOBOTO
puTMa ¢ momouiblo annapara DKI' Siemens nposeseHnemM KIMHOOPTOCTA-
THYeCKO! MPOOBI, KOMITbIOTEPHBIM IMO/ICYETOM HHTEPBAJTOB M OLEHKO
TIoKa3aTesield 1o obienpuHATOM MeToauke [52]. [Ipu otjeHKe Bapuabesib-
HOCTH CepAeYHOTO PUTMA y4TeH OIBIT MOOOHBIX MCCIIeOBAHMUIA, B TOM
yucie npu HITZ.

YacTroTa HOPMAajJabHOTO BEreTaTMBHOTO TOHyca B IPyINax He pas-
nnyaerca. Jacrora MCXOAHOM CUMIIATUKOTOHUM 3HAYMMO HUXKe B 1-i
u 2-# rpynnax (30,7 u 20,0 mpotus 70,8 %), COOTBETCTBEHHO, 4aCTOTa
BarOTOHUM B 3TUX IPYIIax 3HA4MMO Bblle (34,6 u 44,0 % no cpaBHe-
H1to ¢ 0 %). ITo moka3arensam BP umeroTcst pa3nuyus ¢ mMoKasaTenssMu
2-1i TPYNIIbL: B HEl 3HAYMMO HIKe 4acToTa HopMmanbHOH (24,0 u 45,8 %)
Y, COOTBETCTBEHHO, BBIIIe YaCTOTA TUIePCUMIIATUYeCKON PeaKTUBHOCTU
(76,0 1 50,0 %). ITo 1-ii rpyrmme TakKUX 3aKOHOMEPHOCTEH He MPOCIIexu-
BaeTcs. BennunHbl nHAekca BP B rpynnax He pasnuyatorcs. [paduuecku
pesynbraTsl KUT npencraBiensl Ha puc. 19 (cM. 1B. BKIIEHKY).

B noarpymme la HeCKOJBKO BbIlIe 4aCTOTAa HOPMAJIbHOTO UCXOAHOTO
BEreTaTUBHOIO TOHYyca, YeM B rpyie B 1enoM (50,0 u 34,6 %), 3a cuyer
Yero HU)Ke 4acToTa UcxoAHoH Barotonuu (16,7 u 34,6 %). B ocranbHOM
nokasareny KMI noarpynns! 1 1-i rpynnsl He pa3in4aroTcs. B noarpyn-
e 1a BbIlIe YaCTOTa aCUMITaTUIeCKOl BereTaTUBHON peakTuBHOCTH (11,1
1 4,2 %). ITo cpaBHEHUIO C JAHHBIMY TPYIIIbI CPABHEHM S, B IOATpyMe 1a
3HAYMMO Yallle OIpe/ieIAeTCsA HOPMaJIbHbIM NCXOAHBIN BereTaTUBHbIN TO-
Hyc (50,0 u 29,2 %), Barotonus (16,7 u 0 %) U, COOTBETCTBEHHO, HUXE
ToHyC cuMmnatudeckuii (33,3 1 70,8 %).

TakuM 00pa3oM, HAMH BbIsIBJIEHbI CJIefyIOIIyie 3aKOHOMEPHOCTH:

1. Y pereii ¢ ICT Bbime konuuectBO DKI-peHOMEHOB Ha OZHOTO
60JIbHOTO, YeM y fieTeil 3-ii rpymmbl. Yalie oTMedaeTcst BepTHUKAIU3alus
TIOJIO’KeHUsI 3JIeKTPUYeCKON OCH U ee CMellleHHe BIPaBO, pexe — HOp-
MaJIbHOe OJIOKeHHe.

2.Y perenr ¢ ICT Bblime yncno usMeHenul Ha OXoKI, HopManbHas
KapTHHA PeruCTpUpPYyeTCs pexe, 4eM y feTeid 3-1 rpymnibl. 3HAYMMO BbIIe
9aCcTOTa SKTOMUYECKH Kpersamuxcsa XopA B nosnoctu JIK, «dusnonoruye-
cKoro» u sxorpadudecku 3Hauumoro I[IMK, perypruranusi Ha TK u kna-
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naHe JIC, pacmupeHue cuHycoB BanbcanbBel. KpaiiHe peiko BcTpedaroTcs
KpYyIIHBIE Pa3Mephl cepaLa.

3. OTMeuaeTcs U3BECTHBIN MapajjieJIn3M MeXy CTEIeHbI0 BHEIIHUX
npossiennii ICT u unciioM BeisABIsseMbIX Ha DX0KI HapyLIeHW.

4.I1o pesynbsratam KUTI, y neteii c ICT game, yem y fieTeid 3-4 rpymnisl,
perucTpupyeTcs UCXOAHBII TOHYC ¢ npeobnananuem Barotronuu (HIJI o
BarOTOHMYECKOMY THIy) 6e3 BbIpa)KeHHbIX ITpeobaZlaHuii BereTaTUBHOM
PeaKTUBHOCTH.

2.4. HapyweHusi cMCTeMbl OPraHOB AbIXaHUs
Nnpu AMCMAA3UAX COEAMHUTEABHOM TKAHU

2.4.1. Aucrina3mm COCAMHUTEAbHOM TKAHU U MATOAOTUSI A€TKMX

B ¢opmMupoBaHUU pelUANBUPYIOIMX U XPOHMYECKUX 3a00/IeBaHUIt
OpraHoB AbIXaHUA Y AeTell cymecTBeHHY0 posb urpaet JICT. ITo raHHBIM
3. B. Hecrepenko, yacroTa npusHakoB JJCT y fieTeil ¢ 06CTPYKTHBHBIMU
peluIMBUPYIOIIMMUA OPOHXUTAaMHU cocTaBisieT 93 %, y JieTeil ¢ OCTPHIMU
o6CcTpyKTUBHBIMU OpoHXHUTaMu — 37 %, ¢ BA — 21 %. Y pereit ¢ ICT
OOCTPYKTUBHBIN CUHPOM IIPOTEKAET TSHKEJIO U JUTUTEIbHO. Y TOJIOBUHBI
neteii ¢ mpu3Hakamu JJCT, MMeBIIMX B IlepBble TPU rofia XU3HU 31TU30/1bl
OpOHXUAJLHON OOCTPYKIMH, B MOCJIEAYIONIEM He OTMEYaeTcs MOBTOpe-
HUSI 3TUX CUMIITOMOB, YTO MOXeET ObITh 00bsICHEHO I PepeHInpOBKOit
OpraHoOB M CHCTEM, B TOM 4KcJie 1 OpoHXOMeroyHoi [185].

OnHO W3 TPOSIBJIEHWHI — TpaxeoOpOHXUaNIbHAS AWUCKMHE3Us 3a CYeT
c1aboCTH  COeIHUTENIbHOTKAHHOTO KapKaca OpoHxoB. Ilo JaHHBIM
B. ®. Jlemuna, ipu BA JICT ormevaroTcsi B %/, Cly4aes, YTO 3HAYUTEILHO
TpeBbIlIaeT MOMY/ALIMOHHYIO YaCTOTY U MOATBEPXkK/aeT UX POJib B BO3HUK-
HOBeHMHU 6poHx0006cTpyKuuu. OcobenHocTH BA y neteii ¢ ICT: Beretatus-
Hasi OKpacKa IpUCTYyIIa; NpH JIETKOi BA — «HeMoii» BapuaHT GpOHXOCIa3-
Ma; TIpY CPefiHeTSHKeNION U TAXeI0l — BBICOKUN yZeNbHbIN BeC aHOMaIuii
OpOHXMAJILHOTO ZIepeBa; OCIOXKHEHHUS B BHZle TTHEBMOTOPAKCA M MO/IKOX-
HOU1 5M(U3eMbl; Hea/IeKBaTHBII OTBET Ha OPOHXOJIUTHKY; IIPEMMYIIeCTBEH-
HO MTPOKCUMAJIbHBII XapaKTep 0OCTPYKTUBHBIX HApyIIeHuit [96].

Y neteii ¢ XxpoHMYeCKUMU 3a60JI€BAHUAMY OPOHXOJIETOYHOM CUCTEMBI
yatre BcTpeyatotcs aseMeHTsl [ICT [56]. [To muenuto C. M. l'aBasioBa, Ma-
nle popmbl ICT vaie BcTpevyaroTcs B IPYIIIe ¢ XPOHUYECKIMU U Pellu-
AVBUPYIOIIMMY 3a00JI€BaHUAMK OPOHXOJIETOYHOI crcTeMbl (27 %). Ilpu
BA Ha ux ¢oHe 6ojiee BbICOKa MOTPEOHOCTh B OPOHXOJMTHKAX U KOP-
TUKOCTePOH/AX; IPU XPOHUIECKOM OPOHXUTe — B aHTHOAKTepUAIbHOMN
Y MYKOJIUTHYeCKOH Tepanuu [69].

ITo naHHBIM NeAUaTPOB I. VIBaHOBO, Y AieTeld, CTpalaloliuX PeluauBU-
PYIOIIMMY CTEHO3UPYIOLMMU JIapuHroTpaxeuTamu (n = 61), onpenens-
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IOTCS1 MHO)K€CTBEHHbIE CTUTMbI IN33MOpUOTeHe3a, OTMeYeHbI OJIMOPraH-
Hble HapylleHus (I1en03KTa3usa — 21,3 %; Muonus, acTUrMaTu3M, Kocor-
nasue — 32,8 %; sxronudeckue xopabl JIIK — 80,76 %; [IMK — 26,22 %;
OTKpPBITOE 0BaJIbHOE OKHO — 4,91 %; 3apaleHue cJ1e3H0-HOCOBOTO KaHa-
na — 11,5 %; okcanypust — 42,62 %; nepopmanus XKII — 57,4 %; ABT —
37,7 %; xpoHndeckuii ractpogyoneHut — 40,9 %; remanruomsl 3,3 %;
remopparuyeckuii cuaapom — 11,5 %; sHype3 — 34,4 %; XpOHUUECKUi
nuenoHedpur — 22,9 %). BbIpaXXeHHOCTb 3TUX CIABUTOB H3MEHSETCS
B 3aBMCUMOCTH OT TspxecTu cuHapoma JICT [207].

H. A. KopoBuHoOIi ¢ coTpyaHMKamMu ObUTH 06Cie[oBaHbl 84 pebeHKa
¢ pasnuuHOX TsKecTblo BA. Hacrora mpossnenuit [JCTC yBennuusa-
Jack 1o Mepe HapacraHus Tsxect BA. Coderanue npusHakos JICTC
ZIOCTOBEPHO Yallle HabJIIAANOCh TIPU TSDKEJION M cpefiHeil TskecT BA.
ITpossnenus JICT yaie BcTpeyanuch npu codetanuu bA c B/I. Ilpu atom
Jaiie HabJozanach B/ Mo BAroTOHMYECKOMY M CMeLIaHHOMY THIy [144].

B uccnenoBanvu B. B. 3esnerckoit, BeinonHenHoM B HoBocuOUpCKe,
JCT BoiaBneHa y 32 % pereii ¢ BA. Tonbko npu [ICT BCTpeyaroTcs CIIOH-
TaHHBIN MHEBMOTOPAKC ¥ TOAKOKHas amMPuzema [106]. TTo naHHBIM ca-
paroBckux nezxuatpos, npu JICT BA dyame nporekaer B Tshkenon ¢op-
Me (mpu Hanuuuu JCT 1soxenas ¢opma y 44,1 %, B rpyrie cpaBHEHUs
B 32,2 %). IIpu [ICT 4auie BcTpedanuch u 6ojiee IJIMTENILHO IPOTEKAN
oboctpenus. [TokazaTeny, OTpakaroIye TSKeCTh TeueHust BA, HaxoznsT-
Cf B TECHO KOPPeNALMOHHOH CBA3Y C KOCTHO-CKeJIeTHBIMU [TPOSIBIEHU -
mu [ICT. YacToTa peliivBOB sI3BeHHOU 00JIe3HU Y TTIOAPOCTKOB B 1,3 pasa
BBILIIE U [TPONIOPLIMOHAIbHA BbIpakeHHOCTH JICT. Takke yale v JJIATeNb-
Hee IPOTEKAIOT PelUANBbI XPOHNYECKOTo uenoHedputa [211].

ITo nanueiM C. @. I'nycaesa, Teuenue BA, accouunposanHnoi ¢ ICT,
uMeeT s ocoOeHHOCTel: OGosee paHHUE 1e0l0T 3ab0jeBaHNUs, BereTa-
THBHAasl OKpacka IPUCTYyINa, MeHbIas YCTOHYUBOCTb K SMOLIMOHATIbHBIM
¥ Gu3MYecKuM Harpys3kam, 60Jiee MPOAOJDKUTENbHBII IPUCTYIHbIIA Nepu-
Of1, aTUTIUYHOE U OOJiee TsHKeNIoe TeueHre, BHICOKUIA TIPOLIEHT COMYTCTBY-
IoIux 3aboneBanuii. B rpymme neteit ¢ BA Ha ¢pone [JCT 3HaunMMO yaiie
BCTPEYAIOTCS IPYTHE ajieprudeckue 3a060eBanus, 6oyiee BICOKU 3HaUe-
Hus IgE, 4em B rpymme feteii ¢ BA 6e3 ICT [80].

ITpuMmeuatenbHO, YTO, IO JAHHBIM pAZia UCCIefoBaTeNell, reHeTnye-
ckuit nonumop¢usm (I'Tl) reHOB crCTeMBI IETOKCUKAMYU 3a/1efICTBOBAH
B popmupoBanuu BA [300, 377, 393]. Bsaumocssass ICT u BA mpocie-
’KMBaeTCA U B HallleM MccllieZloBaHuH (cM. mogpasz. 2.10).

2.4.2. CobcTBeHHble pe3yAbTaTbl 00CA€AOBAHUS
CHCTeMbI OPTaHOB AbIXaHMs

Jurarao3 BA B Ka4ecTBe OCHOBHOT'O WJIY COIYTCTBYIOLIErO BBICTABIISAII-
cq 28 peram 1-1 rpynnsl (16,9 %) daie, 4eM B 3-ii. BA ABnfAnach ofHUM

90



M3 CaMbIX 4acThIX 3ab0seBanuil y feteii ¢ ICT. [lnarH03 06CTPYKTUBHO-
ro OPOHXMTA B Ka4ecTBe OCHOBHOTO WJIM COIyTCTBYIOILIErO BBICTABIIANCA
3,6 % pmeram 1-# rpynisl.

®ynkuusa BHemHero Abixanus (OBJI) Oblna uccnefoBaHa y 32 fe-
Teit 1-i1 rpynnsl (28 ¢ auarHo3oM BA 1 4 ¢ iuarHo3oM o6CTPyKTUBHOTO
Oponxura). O6CneloBaHHbIE IeTU 3-il TPYIIbI He UMEN JUarHo30B BA
¥ 0OCTPYKTHMBHOTO OPOHXMTA, @ TaK)Ke KaJob CO CTOPOHbI OPraHOB JIbl-
XaHus. Y fereil 1-1 rpynibl 3Ha4MMO yallie BbIsiBJIeHbI HapyiieHns OBJ]
1o o6crpykTuBHOMY (18,7 %) 1 cMemanHOMY (9,4 %) Tumy. DTO CBA3aHO
C HaJIM4MeM B IPyIIIe BBICOKOW 4acTOThl 60bHBIX BA. 1o HameMy MHe-
Huto, [ICT camMocToATeNbHO He Bbi3biBaeT HapymeHuit ®BJI, Ho oTAroma-
er TedeHrie BA v 06¢cTpyKTHBHOTO OpOHXUTA. ¥ meteii 1-it rpynmbl 6e3 BA
HapymeHuit @B/l He OGBUIO BBIABIIEHO.

2.5. AMcnAa3smm COeAMHUTEAbHOM TKaHMU
M NaTOAOIMs OPraHoOB NMLIEeBapeHus

2.5.1. CBs13b AMCMIAQ3UMI COCAMHUTEABHOMH TKaAHU
M NaTOAOTrMM OPraHoB NuieBapeHus

KT, kak cucrema, 6Goraras kosnareHom, npu JICT BoBiekaercs
B T1aTOJIOTMYecKuii mporiecc. Tem He MeHee pabOTbI, IOCBSIIIEHHbIE UCCTIe-
noBaHmio cTpyKTyphl U GyHkuuu JKKT npu ICT, HEMHOTOYHMCIIEHHBI.

ITo nauubiM B. @. [lemuna [u zap.], [IBT no rMUnoMOTOPHOMY THUIY
BoisBsderca npu [IMK B 60 %, npy 5KTONUYECKU KPemALMXCs XOpAax
B '/, caydaes. IIpu IIMK 4vaiie BBLIAB/ISETCA HEAOCTATOYHOCTh Kapauu
(40—64 %), TphDKM NMULIEBOZHOTO OTBepcTUs auadparmsl (14—45 %),
anomanmu XXII (20—53 %), nomuxocurma (40—84 %); XxpoHUUYeCKuit
racTpOJyOZleHUT IPOTeKaeT CO CTePTOM KIMHUYEeCKOW KapTUHOM, CKIIOH-
HOCTBIO K TOPNUAHOMY TedeHUIo [96]. TIo pesynbraTaM Tex ke aBTOPOB,
npu ICT 3a60eBaHUs1 OPraHOB NUIIEBAPEHNUS AUATHOCTUPOBaHbI B 91 %
(IBT — 78 %, XpOHUYeCcKUil racTpoAyoieHUT — 78 %, AUCcOM03 KuIey-
HUKa — 39 %, peakTBHbIe U3MeHeHUs NO/KeTyA0uHOH xKene3bl — 48 %).
Crenenb BoipaxkeHHOCTH JICT Hax0aUTCA B KOPPeIALMOHHOM 3aBUCUMOC-
TH OT KojindecTBa peHoTUMYecKux nposienenuit JICT [133].

[l1s BBISICHEHUsI IPUYMH OoJielt U AucKoMdopTa B TPYHON KJeTKe
6onbHbIM ¢ [IMK K. L. Koch [et al.] 6bi1a mpoBeziena a30¢areanbHas Ma-
HOMETpUS ¥ MPOBOKAIIMOHHBIN TECT KUCJIOTOU. 3a001eBaHus MUIeBOZA
BbIABJIEHB! Y 80 %. Y 60sbHBIX ¢ [IMK 6e3 6oeii B rpyJHOI KJIETKe MOTO-
pHKa muieBoZia HopManbHas [359].

Kosa, onopHO-ABUraTeNbHbIN anmnapar, KiamnaHbl cepAlia, BCe CJIOU
CTeHKM NMIIeBoja (KpoMe B3MIHTeNrs1) MMeIT Me3eHXMMajbHOoe Mpo-
ucxoxzenue. ITemuarpamu TBepckoil rocyfapcTBeHHON MeJULIMHCKOMN
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akazleMuu 1oz pykoBozcTBoM npodeccopa C. @. THycaeBa 6bU10 06-
cJefloBaHO 156 neTeil ¢ XpOHUYECKUM racTpoayofeHUToM. ITo JaHHBIM
24-4acoBoii pH-MeTpuM manueHTbl pa30UThI HA 3 TPYNIbL C KUCIBIM
racTpoa3odareanbHbeIM pedirokcom (I'DP), ¢ menounbiM I'DP, 6e3 nato-
sorudeckoro I'DP. Y pereii ¢ kuciasiM [OP yaie BbIABIAIUCH IPU3HAKU
JCT: BHemHue (HapyweHue ocaHky, TMC, miockocronue, MUONUA) U CO
CTOPOHBI BHYTPEHHUX OPraHoB (yZABOeHVe YalleqHO-JI0XaHO4HO cucre-
Mbl (4JIC) mouex, MOBBIIIEHHAA UX TO/ABUXHOCTb, NTPOJIAIICHI KJ1allaHOB
cepAlia, pacliupeHue KOpHA aopTsl). IlonydeHHbIe JaHHbIE O3BOJIAIOT
npezanonoxuts poib JJCT B renese kuciaoro 'OP. PazsuTue menoyHoro
I'DP B GoJblueil cTeneHy ONpesiesIseTcs aToNorheil GUINapHOro TpaK-
ta (nedopmanumeit XKIT) [6]. IIpu ICT yacTo BcTpedyaeTcsi MOpakeHHe
JKKT, npu aToM Hanboee SPKUMU IIPOSBIEHUAMH ABJIAIOTCSA CUMITOMBI
co cTopoHbl numeBoga. ITokasano, 4ro Bonevyenue XKT BoisABsgercs
HaMHOTO Yallle, YeM KJIMHIYecKas CUHMITOMaTrKa. Hanbosee BeposTHO,
4T0 Masble cumnToMsbl JICT, Tak ke Kak U cucreMHble 3a6oseBanus CT,
MOTYT ABJIATHCSA OJHOM U3 IPUYUH Pa3BUTHUSA ATOJIOTMIECKOTro pedIioK-
ca [78].

Ha ¢opmuposanue JICT-accOMMPOBAHHOH TracTpoAyo/ieHaIbHOH
MaTOJIOTHX Yy JleTell OKa3bIBAIOT BIMsAHME Clefiyloiye (akTopbL Ha-
CJIe[ICTBEHHAs] OTATOIIEHHOCTb 0 COeNVHUTEIbHOTKaHHBIM MapKepaM,
3aboneBanuAM JKKT U HEpPBHOH CHCTeMBbI, BO3PAacT MaTepy Ha MOMEHT
poxzeHus peGeHKa crapiie 25 JieT, BLIKU/BIIY B aKylIepCKOM aHaMHe-
3e, obocTpeHre nuenoHeppUTa, IpHeM JIeKapCTB BO BpeMs GepeMeHHOC-
TU ¥ CTpeMUTeJIbHBbIe POozibl. [acTponyozieHabHbIe 3a60IeBaHUA B 60JIb-
IIMHCTBE CJIy4aeB COYETAr0TCsA C MATOJIOruer pasindHblX orzenos KKT,
B CTPYKType KOTOpOii npeobiaznatoT kapuec, BT, 3anopsl. Hapymenus
BereTaTUBHOW PEryaAlyd y feTel ¢ raCTpo/iyoZieHaJIbHOM [TaToJIOrven Ha
¢one [ICT xapaKkTepu3ylOTCs BArOTOHWYECKUM TUIIOM BJI, HarpspKeHeM
cumnarudeckoro oraena BHC, cHikeHreM ee QyHKIIMOHAJIBHOTO pe3ep-
Ba U HEIOCTaTOYHBIM BereTaTUBHBIM obecreyeHneM QpyHkIumil. Hanbonee
MHPOPMATUBHBIMYU MOKa3aTelsIMU MPOrHo3a GOPMUPOBAHUSA racTPOAYO-
ZleHaJIbHOM NaTOJIOTUY Y [eTeH ABJIAIOTCSA TOHKasA IMIep3JI1acTUIHasA KOxKa,
aHOMaJIMK TIPUKYca U pocTa 3y0oB, BbICOKOe HEGO, nonuxoLedanus, caH-
flasieBU/Has 1eJlb, IJIOCKOCTOIIMe, HapylleH:e OCaHKHY, Liedariy, OKcay-
pys, pelAUBUAPYIOIIYe HOCOBbIe KDOBOTEYEHU, JUCTAIbHBINA [UIIePru/i-
P03, TOIIHOTA B TPAHCIIOPTe, 3aMOPBI, CKIOHHOCTh K 00Pa30BaHUIO KXU-
M030B. IIoKa3aTeNsIMK IIPOTHO3a GoJiee TSKEIOTO TeYeHHUs CleflyeT C4u-
TaTh HAJIMYMe HAPYLIeHUH OCaHKHU, TUIIeP3JIaCTUYHON TOHKOM KOoxu, TMC,
BBICOKOTO HéOa, nosmxonedatny, IIOCKOCTONNUS U apaXHOAAKTIINH [6].
B HenaBHO 3aBepiieHHO# paboTe meauaTpoB U3 TBepH MOKA3aHO, YTO Ha
¢omne [ICT y nereii c ractpoa3odareanbHOi pedIrOKCHOI 60JIe3HBIO Yalle
BBIABJIAIOTCA JKaJOObI /VICIIENICHYeCKOrO XapakTepa, BOCHAIUTeNbHbIe
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¥ 9PO3UBHbIE M3MeHeHHsI CIM3UCTOI 000109KM NHUIeBoAa, 6osiee BbIpa-
*eH natosnorndeckuit 'P no nanubM 24-yacoBoii pH-Metpuu [7].

Heru ¢ ICT cocTaBiAOT TPYMIy PUCKa M0 GOPMHUPOBAHHUIO TaCTPO-
Iyo/ieHaJIbHBIX 3a00JIeBaHU#T ¥ aCCOLIMUPOBAHHBIX C HUMU Kapueca, IBT
C BO3paCTaHUEM CTeleHu 10 Mepe yBenudenus Tspkectu [ICT. IlnaH 06-
CJle0BaHMSA ¥ le4eOHbIX MeponpusiTHil y fieteii ¢ JICT-acconMMpOBaHHBIMA
racTpo/yoZieHaIbHBIMU 3a00JIeBAHUSAMYU JIOJDKEH YYUTBIBATH MOJMOPTaH-
HbIi xapakTep nopaxxeHuil JKKT 1 BBICOKYIO 4aCTOTY COIyTCTBYIOLIEH Ia-
TOJIOTWHY CO CTOPOHBI HEPBHOM, MOY€eBbI/Ie/IUTeIbHOM cucteM, JIOP-opranos
U OMOpPHO-/BUTaTeIbHOrO ammapara [238]. OcoGeHHOCTSIMU acCOIMUPO-
BaHHbIX ¢ JJCT racTpoayozeHanbHbIX 3a00JIeBaHUIN SIBJIAIOTCS PaHHUI
1ebI0T, BBICOKAs YacToTa 000CTpeHuH, mpeobiasaHue JUCIIeNCHYecKuX
¥ aCTeHMYeCKUX )Kanob, paclpoCcTpaHeHHBIN XapaKTep MOPaXeHUs CIu-
3UCTOI 0OOJIOUKU TIacTPOAyo/ieHaIbHO!N 30HBL. CpOKM MaHUdecTanuu,
4acToTa 000CTPEHUI U TSHKECTb TeueHHsI B3aMMOCBSI3aHbI C BhIPaXKEHHO-
cteio JICT [238].

sI3BeHHast 60JIe3Hb ZIBEHA/IIATUIIEPCTHOM KUK Ha ¢poHe JICT umeer
ompezieJieHHbIe 0COOEHHOCTU: PaHHUIL 1eOIOT ¢ MpeobialaHueM HeTUTINY -
HOTrO 00JIEBOTO ¥ JIVCIIENCUYeCKOro, aCTeHUYeCKOro, Kapuaarunieckoro
CUHZPOMOB. [IJIf ALIeHTOB C si3BeHHOU 6ose3HbI0 Ha poHe JICT xapak-
TepHbl MHOT00Opa3Hble M3MeHeHHsi TOHMYeCKOi, MOTOPHO-3BaKyaTop-
HOH QYHKIIMY KeNyKa 1 JBeHaJLATUTIEPCTHOM KUIIKY, TIPOSIBIISIOHeCS
B BH/Ie PeIIIOKCHBIX U TUTIOMOTOPHBIX siBJIeHH [2]. B omy6IMKoBaHHOM
B 2012 r. uccaenoBaHUM MOCKOBCKUX efuaTpoB y 122 nerteit ¢ [ICT BbI-
sIBJIeHbI O0Jiee paHHUI 1e0I0T XPOHIMYECKOTO raCTPO/IyOZIeHUTa, BHICOKAS
JacToTa 000CTPeHNH, PacIPOCTPAHEHHBIN XapaKTep MOPaXeHUs CIIM3UC-
TOI 0060JI0YKM KeNMyZKa U JBeHaALaTUIEePCTHON KUIIKUA M CKIOHHOCTh
K BOCIIAJIUTeIbHO-/IeCTPYKTUBHBIM ITpolieccaM [212].

2.5.2. CobcTBeHHble pe3yAbTaTbl 00CA€AOBaHMSI OPraHOB
JKEAYAOYHO-KMILIeYHOTO TPAKTa

2.5.2.1. Pe3ynbTaTsl YIbTPAa3BYKOBOI'0 UCCJIEIOBAHNS OPraHOB
OPIOLIHO MOJIOCTH

IIpaKTH4YecKy BCeM JIeTSM B Ka4ecTBe CKPMHIHTOBOTO MeTozia o0cie-
ZI0BaHUS BBINOJHANOCH Y3U OpraHoB OPIONMIHOM MOJIOCTH U TTOYEK, PO-
BOZIMBIIIEECS] HAa iMarHOCTHYecKoM amnmapaTe Omnia Sonoline (Siemens).
ITpu BbImoHeHNU Y3U OCyIeCTBIANIUCEH TPOOI Ha TIOABMKHOCTD TTOYEK
B BEPTUKAJIbHOM MOJIOXeHUU. V3MeHeHus Ha Y3U opraHoB OpIONIHOM
II0JIOCTY TIpeficTaBiieHbl Ha puc. 20 (CM. LB. BKJIEHKY).

Bonbine Bcero n3aMeHeHuit HabJIOAANOCh Cpefu fieTell 1-il TpymmbI
(0,38 Ha omHOTO GONMBHOTO). HOpMasnbHas kapTiuHa Y3U 3Ha4MMO yaiie
BCTpedasach B 3-i rpynme (65,4; 84,1 u 88,0 % cOOTBeTCTBEHHO), TaK-
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)Ke B Heii Jalle ObUIM Clly4yau remarocruieHomeranuu (2,5, 2,3 u 8,0 %).
CaMbIMM YaCTBIMU U3MeHeHUsIMU B 1-i U 2-i rpymmax Obuid nepopma-
uwmu JKII. B 1-ii rpymme 3HauMMOo yaiie Habmronanuchk aepopmaruu JKII:
TpakTyeMble crienuamcramu Y3U kak croiikue (17,6 u 4,0 %) u HecToii-
kue (6,3 u 0 %), u30bITOUHASA MOBIKHOCTD MeYeH! NpH AbixaHuu (5,7
u 0 %). Bo 2-i1 rpynme Bbllle TPOLEHT HecTOMKUX Aedopmarmit JKII
(4,5u0%).

Takum o6pa3zowm, B rpymnme zeteii ¢ [JCT pexe BCTpeyaroTcss HOpMaJib-
Hble Pe3yJbTaThl UCCIeI0BaHuUs, OecCIOpHO yale BCTpevaroTcs nedop-
marmu JKII, a TakKe U30bITOYHAS MOABMXKHOCTD TI€UEHH TPYU AbIXaHUU.
KonuecTBo HapyLeHUi MaKCMMaJIbHO B IPyIIIe fieTel 1-# rpymIsl 4 co-
crasnser 0,38 Ha ofHOTO pebeHKa.

B moarpynme la Y3U opraHoB GPIOIIHON MOJIOCTH BBINOJHEHO 37
ZieTsAM. Pe3ynbraTsl IOAIPYIIIBI MaJIO OTJIMYAIOTCS OT Pe3yIbTaTOB IPYIl-
bl B L[eJIOM, HECKOJIbKO BbIIIe 4acTOTa HecTOWKuX Aedopmauuii JKII,
HIDKe — U30BITOYHOI MOABMKHOCTY MedeHu npHu JbixaHnun. Yucio Y3U-
NPU3HAKOB Ha OJHOTO pebeHKa NPAaKTUYeCKU COBMajaeT. Pe3ynbTaThl
NaHHBIX MOATPYNIIBl M JIJaHHBIX TPYNINbI CpaBHeHUs cXOofAHBL Ilo mepe
yBeJIMYeHHs YMCIIa IUAaTHOCTUYECKUX 6aJJIOB 3HAUUTEBHOTO YYalleHus
Y31-Hax0[0K He IIPOUCXOANUT.

Heob6Xx0MIMO OTZIeJIbHO OCTAHOBUTLCA Ha pe3ynbratax Y3U opraHos
OpIOIIHOI MOIOCTH 3/10POBBIX Ka/ieToB. MicciejoBaHue ObLIO IPOBESEHO
111 mozppoctkam 14—17 niet, oby4yaromumcsi B BOeHHO-KOCMUYECKOM Ka-
ZeTCKOM KODITyCe X IPOXOAMBIIUM MeJULIUHCKY0 KOMUCCHIO IIPY ITOCTYII-
neHny. VI3 HUX 6b11 0TOOpaH 51 MOAPOCTOK € kanobamu GyHKIMOHAb-
HOT'0 XapakTepa 1 60 opOCTKOB, He MMEIOIINX kano6. VI3 Y3M-Haxonok
Obtu BbIABIIEHb! fledpopmanun JKII, cymmapHas 4dacrora AedopManmii
cpeay MOAPOCTKOB ¢ GpYHKIMOHATBHBIMU Xasnobamu coctaBuia 9,8 %, a B
rpymme 300poBbIX Aeteit 0 %. YacroTa fedopmanmii B 1-i1 rpymie Bhbile,
4eM B 000MX 3THX cJ1y4asix. CpaBHeHMe oKa3aTeJieii ¢ JaHHbIMU 1-# rpy1-
IIbI OKA3bIBaeT HaJIM4re pa3nnuduii B yacrore nepopmanuii JKII. JTaHHBIH
IIPU3HAK IPAKTUYEeCKU He BCTPEYaeTCsl B IPyIIIIe 37I0POBBIX JleTei.

2.5.2.2. Pe3ynbTaTbl GUOPOracTpoayoAeHOCKONHH

[Tpy HaMMYUK TOKa3aHWH (B CBA3Y € GOJISAMU B KMBOTE WM B LIEJIAX
JMHAMHUYECKOro o6cieloBaHus IPY PaHee ANarHOCTUPOBAHHOM MaToJIO-
run JKKT) HekoTopbiM feTsim npoBoauiack OTC. Yacrora 6oseii B Xu-
BOTe B rpynmnax He pasnuvaercs (16,9; 17,8 u 20,0 % coOTBETCTBEHHO).
®I'IC npousBoaMIach AeTcKUM ¢pubporactpoayoseHockonom Olympus
GIF-XPE (dnouus).

CaMbIMU YacTbIMM M3MEHEHUSIMH ObLIM MOBEPXHOCTHbIE BOCIIAJIM-
TeJIbHble U3MEHEHNs B aHTPAJIbHOM OTZeJIe JKely[Ka, 4aCTbIMU HaXO/Ka-
MU ObUTH BHAOCKOTMUYeckue npusHaku BT, AyomeHO-racTpanbHbIi pe-
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¢rokc (AI'P) 1 HeocTaTOYHOCTH KapAuy. [10 GOMBIIMHCTBY NPU3HAKOB
3aperucTpupOBaHbl 3HAUMMble Pa3INyusA C pe3yJbTaTaMy IPYINIbl CpaB-
HeHus. Tak, B 1-#1 Tpymme 3HaYMMO 4Yallle BCTPeYAIOTCs IIOBEPXHOCTHbIE
BOCIIa/IUTe/IbHble NU3MEHeHUs B aHTPaJIbHOM oTzee (95,2 u 66,7 %), He-
IOCTaTOYHOCTh KapAauaibHoro chuukTepa (73,8 u 33,3 %), AUCTATIbHBIN
330¢darur (14,3 u 0 %). 3HaurMo pexxe B 1-ii TpymIie OTMEYAIOTCS SHIO-
ckonmueckue npusHaku AP (14,3 u 25,0 %).

Bo 2-ii rpynie 3Ha4MMO yallle IOBEPXHOCTHbIE BOCHIAIUTENIbHbIE 13-
MeHeHMS B aHTpaJbHOM OTZese xenyaka (95,8 u 66,7 %), HemocraTou-
HOCTb KapAuanbHoro chunkrepa (75,0 1 33,3 %) u AP (50,0 u 25,0 %),
HO pexxe sHAOCKonu4deckue npusHaku IBT (37,5 u 58,3 %). Ipaduuecku
u3MeHenus npu OI'JIC npencraBieHsl Ha puc. 21 (CM. LB. BKJIEHKY).

B rpynmne geteii ¢ ICT, npu conocraBUMoii yacTote 60Jeil B )UBOTe,
Yale BCTPeyaloTcsl BOCHaIUTe/bHble U3MEHEHUs1 B aHTPAJIbHOM OTZese
1 HeJJOCTaTOYHOCTb KapAuaJbHOro cUHKTepa ¢ IpU3HaKaMu 330Qarura.
DTU pe3yNbTaThl COINIACYIOTCA C HeJaBHO OMYOJIMKOBAHHBIMU IaHHBIMU
[212]. 3HaunMBbIX pa3nuuuil B 4actoTe QYHKUMOHATIHHON AUCIENCHA /
®PX, racrputa / ractpoayopenurta, IBT, T. e. HauboJee pacpocTpaHeH-
HBIX [aCTPOIHTEPOJIOTUYECKUX JMArHO30B, He BbIABIEHO. EcTecTBeHHO,
uyro @I'JIC BeINOMHAMACD Yallle 110 MoBoAy 3abosneBanuil JKKT, nostomy
4acTOTa UX cpey 0OC/IeZI0BAHHBIX 3TUM METOZIOM JieTeil BhIIe, YeM 110
TpyIIaM B LIeJIOM.

2.5.2.3. Pe3yabTaThl CYTOYHOr0 MOHUTOPHPOBAHUS
BHYTpI KeyI09HOM pH

Taxxe M0 MOKa3aHUAM NPOBOAWJIOCH CYTOYHOE MOHHUTOPHPOBaHUE
BHYTpIKeNyZ04HO# pH ¢ moMoibio mpubopa st JIUTeTbHOT0 MOHUTO-
PUHTa KUCJIOTHOCTY B Tpex Toukax JKKT mpu nomory TpaHCHa3aabHOTO
30H7a «JacTpockan-24» (HIII Mcrok-Cucrema, . @psa3uHo MOCKOBCKOMA
06J1aCTH) € 3aMUChIO JAHHBIX Ha JKeCTKu#t AucK. OGBIYHO UCTIOIb30BAICh
CTaHJApPTHbIe TOYKU: HWXHAA TPeTh NUIIeBOAa, AHO U TUJIOPUYeCKHi OT-
Tel JKenyKa.

Kak mpasuno, ®T/IC u pH-meTpus >xenyaka MPOBOAWIACH OOHUM
U TeM JXe JeTsAM, OZHAaKO MeTof pH-MeTpun Hayan KCNONIb30BATHCA
B KJIMHNKe HeCKOJbKO TO37IHee, IO3TOMY YMCJIO JIeTel C onpefieseHreM
BHYTPYKenyZo4HO pH B 1-11 1 2-1 rpynnax HeCKOJIBKO HUXXe, YeM YMCII0
neteii, KOTOpbIM BbinoHANACh OIIC. Pe3ynbTaThl CYyTOYHOTO MOHHUTO-
PUpPOBaHUS BHYTPIKenyno4HOH pH mpezacTraBieHsl Ha puc. 22 (cM. IB.
BKJIEHKY).

HopmoauuzaHocTs ¢ y6efuTenbHON AOCTOBEPHOCThIO Yallle PerucT-
pupoBanach B 3-1 rpymme. Ilo pesynsratam pH-merpun 3Ha4MMO vaiie
B 1-1i rpynme perucTpupoBaIuch runepanuaHocTs (53,1 u 37,5 %) u na-
tonoruyeckuit ITP (87,5 u 37,5 %). IlocenHee 06CTOATENBCTBO MOXET
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OBbITH CBf3aHO C BHICOKOH yacTtoToit edopmariuit JKII. TuneparuHOCTb,
BepOsITHee BCEro, CBsi3aHa ¢ OoJiee BHICOKOM YaCTOTON BarOTOHUM Cpeu
neteit 1-1 rpynmsl (oaHHble NOApasz. 2.3.2).

Takum 00pa30M, HAMH BbISIBJIEHBI CJIEAYIOLIME 3aKOHOMEePHOCTH:

1) Cpenu pereit ¢ ICT 3HauuMoO Bbllle, 4eM y AeTeidl 3-ii Tpymmel,
KOJIMYECTBO YJIBTPACOHOrpadUUecKUX M3MEHEHUH CO CTOPOHBI OPTaHOB
JKKT, B nepyo ouepens fedopmarmii JKII.

2) Yerkoro mapasenusma tsxectd JCT ¢ yucioM u3MeHeHMi Ha
Y3/ opraHoB GPIONTHOM MOJIOCTH He HabJII0IaeTcsl.

3) ¥V nereii ¢ ICT, npu UAeHTUYHOM C IeThbMU 3-i1 TPYIITBI YacToTe 60-
et B )KUBOTe, 10 pe3yabraTaM PI7IC, 3HaYMMO Yalie BCTpeyaroTcs BOC-
NaJIUTeJIbHble U3MEHEeHUsI B aHTPAJbHOM OT/eJe JKeJyZKa, HeJoCTaTou-
HOCTb Kap/inajibHOTO CPUHKTEPA U MPU3HAKY AUCTATIBHOTO 330¢arura.

4) Ilo pe3ynbTaTaM MHTparacTpajbHOIO MOHUTOpUHIa pH, y zmereit
¢ [ICT yame, 4eM y fieteil 3-1 rpymibl, perucTpUpyeTcs runepanuiHOCTb
u natonorudeckuii JITP.

2.6. AMCcnaa3mm COEAMHUTEAbHOM TKaHM
M NMaTOAOIMs OpraHoB MOUYEBbIBOASILLIENH CUCTEMbI

2.6.1. CBs13b AMCIIAQ3MI COCAMHUTEABHOMH TKaAHU
M NaTOAOTrMH OPraHOB MOYEBbIBOASILIEH CUCTEMBbI

VI3MeHeHUA B CLICTeMe OPraHOB MOY€eBbIZleIUTeNIbHOM CUCTeMBI U3yde-
Hbl 1pH JICT HECKOJIBKO XyKe, YeM U3MeHeHHUs CO CTOPOHBI IPYTUX CUC-
teM. [To nanubiM uccnenoBanus B. @. Jlemuna [u ap.]|, JCT BoiABnsAeTCA
B 72 % y zeTeil ¢ OCTPBIMU U XPOHUYeCKUMH GpopMaMul nrenoHepuTa,
rIoMepynoHeppUTa, MHTEPCTULHAIBHOrO HedpuTa. [TuenoHedpurt varme
IpoTeKaeT MaJOCUMITOMHO, IPOABIAACH, KaK MPaBUJIO, JIUIIb MOYEBbIM
CUHAPOMOM [96].

ITo JaHHBIM JIPYTO¥i IPYIIBI MOCKOBCKUX MeIMAaTPOB, TP 06CIIe10Ba-
HUU JleTel ¢ 3a60J1eBaHUSIMU MOY€EBOH crcTeMbl yacToTa cuaapoma JICTC
cocraBuna 75,4 %. Y nereit ¢ ICTC HapyleHa Helipo3H/JOKpUHHAS pery-
JANMA IpU BTOPUYHON MMMYHHOM HezloctaTouHoCTH [70].

PaboTa apxaHreJbCKUX IMeJUaTPOB BbISBUJIA y JleTell C OKCalypHeit
BBICOKYIO 4acTOTy BHelmHUX npu3HakoB JICT (42,4 %): MAC B 79 %. Ilpu
OKcanaTHO# Hedpomatiu yactbl npusHaku 'MC (mepepasrubanue JoK-
TeBbIX cycTaBoB — 80 %) [115].

A. H. Y3yHOBOIi 06ceoBaHO 52 peGeHKa ¢ BTOPUYHBIM XPOHUYEC-
KUM NHeToHeppUTOM; 32 U3 HUX MMenu (QeHOTUIHUYecKre MPU3HAKH
JCT, y Bcex ¢ nomorpto Y3/IT' BbIABJIeHb! HAPyLIeHUA I0Y€YHON reMo-
nuHamuku [240].
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Bosblioe MHOrO3TalHOE U XOPOLIO OIKCAaHHOe MCCIIefl0BaHKE Op-
TaHOB CHCTeMbl MOYeBbl/leJIeHUs NIPOBeJIeHO ZIeTCKUM HedpOJIoroM H3
Hanbpunka A. M. Mam6etoBoii. ¥V pereii ¢ JICT BbIABIeHA BLICOKAA YaCTO-
Ta BPOXK/IEHHBIX [TOPOKOB Pa3BUTHS OPraHOB MOYEBO CHCTeMBI, HaNO0-
Jniee TshKesnble BapuaHThl JICT BeTpeyanuch npu rupoHedpose u my3bIp-
HO-MOYeTOYHHKOBOM pedJItoKce, 0CI0XHeHHOM peditokc-HedponaTueit
[162]. YV GonblIMHCTBA fieTeil ¢ BPOXAEHHBIMU ITOPOKaMH OPTaHOB MO-
4eBOW CHCTeMbl NPeobasaloT cpenHsAs U Tsxenas creneHb JICT, mak-
CUMaJIbHO 4acTble NpU pedroKc-HepponaTuy ¢ apTepuanbHON rurmep-
teHsueit (93,3 %) u rugpoHedpoTrudeckoid TpaHchopmanueit (75,7 %).
Bonee tsxenasa creneHb JCT damie accoquupyeTcs € OCIOXHEHUAMH
IIepUHATaJbHOrO NepUoJia, BbI3BAaBIIMMU IepeBo 14,8—17,9 % pereit
B peaHUMaLOHHOEe OTZeJleHHue HOBODOXJeHHbIX. CpenHAs U Tsxesas
JICT crniocoOCTBYIOT Pa3BUTHUIO CTPYKTYPHBIX M3MeHEeHUI OYevHO TKa-
HU ¥ peHONapeHXMMAaTO3HON apTepualbHON T'MIepTeH3UH, BTOPUYHBIN
nvenoHePUT IIPOTEKAET € YaCTHIMU peluarBamu [163, 164].

HccnenoBarensamu u3 JleHMHCKa-Ky3HeKOro nmenosKTasuu ObUIA
BbIABNeHbl ¥ 12,1 % noxpoctkoB ¢ JICT (3,4 % B rpymnme cpaBHeHUS)
[126].

BblsiBJleHA W CBSI3b MyTallMil FeHOB KOJUIareHa C HacJe[CTBeHHbIMU
Oone3HAMYU moYeK. MyTanuy reHa KosareHa IV tuna o6HapyKUBaloTCA
y 3HAYUTENbHON YacTy GOJIbHBIX C MePCUCTHPYIOLIeil reMaTypueil. ¥ re-
TEPO3UTrOT MYTallMsl BbI3bIBaeT OOBIYHO M30JMPOBAHHYIO HEIPOrPeccH-
pYIOLIyIO reMaTypuio. MyTanus o6OMX ajjelbHbIX T€HOB B ayTOCOMAax
VI MyTallus TeHa, KoAupyomero IV TuI KojulareHa 1 pacroJioXXeHHOTo
B X-xpomMocoMme (o, emnb IV Tuna KosiareHa), IpUMBOJUT K IIPOrPeccupy-
I0llleMy TIOPa)KeHHIO N0YeK, KOTOpOe 4acTO COYeTaeTcs ¢ HelipoceHcop-
HOH TyroyxocTbto [298].

2.6.2. CoocTBeHHble pe3yAbTaTbl 0OCA€AOBaHMS] OPraHOB
MOYEBbIACAUTEABHON CUCTeMbI

ITpakTryecku BceM ZIeTAM HMCCIIeflyeMbIX Ipymn, Hapsany ¢ Y3U opra-
HOB OPIOIIHO¥ MOJIOCTH, TPOBOAMIOCh U Y3U nouek. Ha MomeHT obcJte-
ZI0BaHUA Y JieTeil He HAabII0AaNI0Ch JTeHKOLUTYPHH, fIeTH € 000CTpeHreM
nvenoHeppPUTA UM TJIOMepyIOHeppHTA B TPYIIILI HE BKITIOYEHBI.

IIpuBesieHHble M3MEHEHUS OTJIMYAIOTCS OOJBIIMM pa3HOOOpa3ueM.
OHu nozipaszieieHsl Ha IpUoOpeTeHHbIe U BpOX/eHHbIe. Ha onHOro pe-
Genka mpuxoxutcs B 1-it rpynme 0,36 u Bo 2-it — 0,5 ynbTpacoHorpa-
duyeckux HapylleHUi CO CTOPOHBI Modek. CymMMapHas 4acToTa BPOX-
NleHHbIX aHOMaJuii 1moyek B 1-ii rpymnime 3HaYMMO 4Yalie, 4eM B 3-it (8,8
1 0 %), B OCHOBHOM 3a CYeT peob1alaHus O/JHO- U ABYCTOPOHHETO YA-
BoeHus YJIC (cymmapHo 5,0 1 0%), a Takxe 3a c4eT 6oJiee PeAKUX U 110-
OZIMHOYKe He3HaYMMBbIX aHoManuii (cunapom Ppeitny, areHe3us U KUCTbI
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noyku). Cpeaiu yCIOBHO NPUOOPeTEHHBIX HApYLIeHuii B 1-i1 rpyrie yaiie
BCTpedanuch: Heppontos (6,3 u 0 %), M36BITOYHOE CMelleH e ToYeK (5,7
1 0 %), ogHOCTOPOHHAA nuenosKkTasus (4,4 u 0 %) u cyMmMapHas 4actora
nuesnosKkTasuii (5,0 u 0 %). O6beauHss yacToTy HedponTO3a U U3OBITOU-
HOTO CMellleHUs I04eK, MOXKHO IOJIy4UTh CYMMapHYIO YacTOTY TUIepIoz-
BWD)KHOCTH TMO4YeK, KoTopas Bbiie B 1-if (12,0 u 0 %) u 2-ii (9,1 u 0 %)
rpynnax. I'padpuueckn n3aMeHeHHs OoYeK Mpe/icTaBIeHbl Ha puc. 23 (cM.
IIB. BKJIEHKY).

Bo 2-ii rpynme cymMMapHas 4acToOTa BPOXZEHHBIX aHOMalui Mouyex
67M3Ka K JaHHBIM 1-ii, Tak)Xe 3HAYMMO yaine, 4eM B 3-it (9,1 u 0 %), 3a
cyeT OZIHOCTOpOHHeTO yABoeHus (4,5 1 0 %) u kuct novex (4,510 %). Bo
2-1i rpyme BblIllle YaCTOTA TUIepIo/BIXKHOCTY Nodek (9,1 1 0 %) u ogHo-
cTopoHHel muesnoskTasuu (13,6 u 0 %).

Y3MU noyek BbINOJIHEHO 37 ieTAM MoArpymnsl la. B ranHoi# noarpymn-
Ie, 10 CPaBHEHUIO C JaHHBIMU IPYIIIIBI B I1€JI0M, He ITPOCTIeXX1BaeTcs yBe-
JIMYeHUs 4acTOThI aHOMaUi noydek. ITo cpaBHEHHUIO C AaHHBIMU IPYIIIIbI
CpaBHEeHMs, BbIllle YaCTOTa OJHOCTOPOHHUX ITHEJI03KTa3uil U cyMMapHas
4acTOTa BPOXKIEHHbIX aHoMaMil. Kak u B ciydae ¢ Y3U opraHoB 6prom-
HOH [10JI0CTH, NTapaJijiean3Ma IIpU YTsKeJTeHUU KOMILJIeKCa BHEITHUX [IPU-
3HakoB /ICT c HapacTaHueM 4uciia HaX0[0K Ha Y3W moYek He BBISABJICHO.

TakuM 00pa3oM, HAMH BbISIBJIEHbI ClIeflyIOIIyie 3aKOHOMEPHOCTH:

1) Cpenu zeteii ¢ [ICT, no cpaBHEHMIO C [IeTbMU 3-ii TPYIIIbI, BBICOK
ypOBeHb MPHOOPETEHHBIX AHOMAJIUii MTOYeK: TMIePHOIBIKHOCTU MOYeK,
HepONTO3a, MHENT0IKTAZUM.

2) Y pereii c ICT, o cpaBHEHMIO C JIeTbMH 3-11 TPyIIIIbl, BBICOKA Yac-
TOTA yABOEHUS TIOYEK.

3) IMapajutenu3sMa IpHU yTsOKeIeHUM KOMILIeKCa BHEIIHUX IPU3HAKOB
JCT c HapacTaHueM 4rcia HaXO[oK Ha Y3 nodex He BbISIBJICHO.

2.7. AMcnAa3mmM COeAMHUTEAbHOM TKaHMU
M MaTOAOTMsl OPraHOB OMOPbI M ABMXKEHMS!

2.7.1. CB3b AMCIIAA3UI COCAMHUTEAbHOM TKaAHU
H NaTOAOIrnMn OpraHoB Oropbl U ABM)KEHUS

[lanHas mpobJsieMa IpeJCTaBisieT OCOOBIN MHTEpec A XMPYProB
U opTonezioB. MOCKOBCKMMU OpPTOIeAaMH Y MOJIOABIX MAaliieHTOB C Ma-
nbIMUM aHOManuAMU cepana (MAC) BbIIBIeHBI AUCIIACTUYECKUe U3Me-
HeHUs CKeJleTa: pa3JIMyHble BU/bl HapyIleHns ocaiku — 80,7 %, MI0cKo-
cromue — 57,2 %, ckono3 — 56,5 %, nedpopmarus 'K — 46 %. Do code-
TaHMe JUKTyeT He0OXOJMMOCTb BKJIIOUEHHs B 00C/Ie/loBaHKe MaLIeHTOB
¢ MAC opromneaundeckoro obcnenoBanus [67].
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CunHzpoM runepMoOuabHOCTH cyctaBoB (CI'C). CremeHb mof-
BIDKHOCTH CYCTABOB HMeeT B INONYJIALMU HOPMaJbHOe paclipefiesieHue.
TunepmobunbHOCcTh cycTaBoB (I'MC) ormeuaercs NpUOTU3UTENBHO
y 10 % nrozeii, b y HeGOJIbIIOM YaCTH U3 HUX OHA HOCUT ITaTOJIOTHYe-
CKMIi XapakTep, pacrpocrpaHeHHOCT 'MC Bblille y HErpou/ioB 1 apaboB.
Hamnuue 'MC HepezKo yfaeTcs yCTaHOBUTD Y KPOBHBIX POJCTBEHHUKOB.
I'MC 4acTo BbIABISAETCA Y ZeTell JOIKOIbHOTO BO3PACTa, Yallle y ZIeBOYeK,
C BO3PAacTOM PacIpoOCTPaHEHHOCTb yMeHbIIaeTcs B 4 pa3a. B 75 % ciydaes
HayaJIo KJIMHUYeCKUX NPOsABIIeHUI MPUXOAUTCA Ha IIKOJIbHBINA BO3DACT,
HauboJiee 4acThIil BAPUAHT PU 3TOM — apTPAJITUK KOJEHHBIX CyCTaBOB.
IToBBINIeHHAs aMIUIUTY/a ABMDKEHUH YMeHbIIaeT CTabMIbHOCTD CycTaBa
Y yBeJIN4KBaeT YacTOTY BbIBUXOB.

ITpouecc yHUUKALUU MeJUIMHCKON TePMUHOJIOTUU IPUBEN K yT-
BEPXKIEHNIO CHH/POMAa TMIePMOOMJIBHOCTH CyCTaBa B KayeCTBe MeX-
IYHapOJHOTO TepMyHa. XOTA JJAHHBIN TepMHUH U He MCYepIIbIBaeT BCero
MHOroo6pasusi COYeTaHWil HeBOCIAIMTENbHBIX MOPAXEHWH COeIUHU-
TeJbHOIN TKaHU, Ha CeroAHALIHUH /leHb, er0 HyXXHO NPU3HATh YaYyHbIM.
JlocToMHCTBaMM TepPMUHA sABJISeTCA Bbl/eJleHre reHepann3oBaHHoi I'MC
KaK HauOojiee XapaKTePHOIO M JIETKO OIpeiesIsIeMOro KJIMHUYECKOro
TNpU3HAaKa JaHHOY IPYIIIbI 3a0071€BaHMIA, HO OAHOTO U3 CaMbIX MaJloCIie-
nuuunbix. TepmuH CI'C oprieHTHpYyeT Bpaya Ha BHECYCTaBHbBIE (CHUCTEM-
Hble) IPOsABJIeHUs CUHAPOMA. BaykHOM NPUYMHON AJIA IPUHATUA MEXAY-
HapOZIHbIM MeJMIMHCKUAM COOOIIeCTBOM MMEHHO 3TOr0 Ha3BaHUA ObLIa
paspaboTka kputepreB auarHosa CI'C u cyuiecTBoBaHMe 6aIbHON CHC-
Tembl [Iutepa BeiiToHa (Ta6JI. 12), no3Bosnoell OlleHUThb PUCYTCTBHE
re"epanu3oBaHHoil I'MC [288]. KitouoM k [MarHo3y sABAeTCS BblABIe-
Hre TMC rpu UCKJIIOYeHUH IPYTUX PeBMAaTU4IeCKUX 3a00IeBaHUIA.

Tabnuya 12
Pacno3HaBaHue reHepaIu30BaHHON rUNEPMOGHUIBHOCTH CYCTABOB

CriocobHOCTD Cnpasa, Cresa,
Gasut Gasut

Pasrubanue mususna = 90° 1 1
[TpuBeneHure GOJBIIOTO Manblia Yepe3 CTOPOHY U Ha3as| 1 1
710 COIIPUKOCHOBEHU C IIpe/iIleuybeM
ITepepa3srubaHue JTOKTEBOro cycTasa = 10° 1 1
ITepepasrubanue KoseHa > 10° 1 1
[IpuxaTh KUCTU PYK K MO, He crubast KoJIeH!n 1
MakcumMasbHOe KOTN4YecTBO 6anioB — 9

I'MC aBnsercs Pe3ybTaToOM cmabocTu u PaCTAXUMOCTHU CBA30K, UMEET
HacJe/CTBeHHBIN XdpakTep. Ocoboe 3HayeHKe B 3TOM OTHOLIEHUU OTBO-
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AUTCS reHaM, KOAMPYIOIIMM CUHTe3 KOJUIareHa, 3J1acTiHa, pubpuiivHa u
TeHacluHa. KnuHuyeckas 3Ha4MMOCTb OIpe/iesiieTcsl 4aCThIMU BbIBUXa-
MU U NOABBbIBUXaMH, apTpaiaruamy, B/I. IIoHMMaHUIO B3aMMOOOTHOILE-
Huit Mexxy TMC u CT'C nomoraer popmyna Poguu I'paxema [333]:

TUepMO6GHIIBHOCTD CYCTaBOB + CUMIITOMATUKA =
= CHH/IPOM I'IIepMOOUIIBHOCTH

Ouarnocrudeckue npusHaku I'MC no P. Ipaxemy (R. Grahame) mpen-
craBjieHbl B Tab1. 13 [332].

Tabnuya 13

JIMarHocTu4yecKue KpuTepuu CMHApOMaA I‘Pll'lepMOﬁI/IJIbHOCTPI CyCTaBOB

Bonpmue Kkpurepun Marble KpuTepun
1. TToka3arenb 1. ITokazarens Beiitona 1,2 wiu 3/9*
Beiirona 4/9 wiu | 2. Aptpanruu (>3 Mec.) B 1—3 cyctaBax unu 60JIb B CIU-
BbllIe (KaK B MO-  |He, CIIOHAWIITIe3, CIOHUIIIe3 / CIOH/AVJIIONNCTe3™

MeHT o6cenioBa-  |3. CMelieHre / MOBLIBIX GoJiee YeM OZHOTO CyCTaBa UK
HUA, TaK ¥ BIPO-  |OIHOTO CyCTaBa C HEOJHOKPATHBIM IOBTOPeHUEM

nIom) * 4. BocrniasieHre MATKUX OKOJIOCYCTaBHBIX TKaHel. Tpy nim
2. Aptpairuu 4e- |6oJee OBpeXAeHHH (HampuMep, STUKOHAUINT, TeHI0CH-
ThIpeX WK 6ojiee  |HOBUT, GypCHT)

CyCTaBOB B TeyeHue |5. MapdaHOonog06Hast BHEITHOCTh

Goee ueM 3 mec.*  |6. AHOMAIMK KOXKU: TOJIOCHI, TUTIEPPACTSHKUMOCTb, TOHKAs
KOa, 06pa3oBaHue pyOIOB MO TUIY MAMMPOCHOH Gymari
7. ITpu3HaKy, CBA3aHHbIe C OpraHaMU 3peHU: SIUKaHT,
MUOMNUS, aHTUMOHTOJIOUAHBIN pa3pes I71a3

8. BapuKO3HO paclMpeHHble BeHbI WU IPbIXa, BblaJieH1e
MaTK¥ / IpSMOH KUIIKY

* CoueraHue 60JII)I_III/IX " MaJIbIX KpUTEpPHeB 101 HOMepaMu 1 ¥ 2 COOTBETCTBEHHO B3au-
MOMCKJIKYAKTCA.

CraHmapTHOe 00Cie/[oBaHMe apTPOJIOTHYECKUX MAlMeHTOB (peHTre-
Horpadus MopaxeHHOTo CyCTaBa, MCCIIel0BaHNe KPOBU HA OCTPO(a30BbIe
TNI0Ka3aTear) NPU3HAKOB NATOJIOTMM He BbIABIsAET. IIpM MexaHHWYeCKon
neperpyske Ha poHe CHU)KeHHO! Pe3MCTEeHTHOCTH XPAIIA U IPYTHX CTPYK-
Typ CT MOTyT BO3HMKATb y4aCTKX MUKPOHEKPO30B 1 BOCIaIeHus1 (apTPUT
C CHHOBUTOM WJIM OYPCUTOM), Harpy304Hasi apTpONaTHs [P AUCIUIA3UN
KOCTHO-XPAIIeBOTO amniapara.

Ba)XHOV NPUYUHON [JIA NPUHATUAS MEXAYHAaPOAHBIM MEeAULUHCKAM
co00IIeCTBOM 3TOTO Ha3BaHWA Obula pa3paboOTKa KpUTEPUEB AWArHO-
3a CI'C u ucronp3oBaHue GAJUIBHOW CHCTEMBI OLleHKH [275]. ABTOpBI
MOYePKUBAIOT BBICOKYIO aKTyaabHOCTh u3ydeHus CI'C [334]. IIpu me-
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XaHM4YecKOH meperpy3ke Ha (OHe CHY)KEHHOW Pe3WCTEHTHOCTH XpSIa
U JpyTUX COeNVHUTEIbHOTKAHHBIX CTPYKTYP MOKeT BO3HMKaTb Harpy-
304yHas aprponatus [288, 289]. Ha ocHoBaHuu Tab. 13, npensnoskeHHOH
P. Ipaxemom [332, 333], 6asupytoTcs AuarHocTudeckre kpurepun CI'C
KaK Ho30J0ormdeckoi ¢popmal (M35.7). Tak Kak TEPMUH JJABHO U ITPOYHO
ycrosica cpenu crnenuanuctoB EBponsl u CIITA, Ha 3Ty TeMy BCTpedaeTcs
MHOT0 TyGJIMKaLUii B MUPOBBIX Teproandeckux usnanusax. CI'C sBiser-
¢S pe3yJIbTaTOM CJ1abOCTH M PACTSHKMMOCTH CBA30K, KOTOPbIe MIMEIOT Ha-
CJleZICTBeHHBII XapaKTep.

KnuHudeckas 3HaUMMOCTb OTIpeZleNisieTcsl YaCThIMU BbIBUXaMU U IO/~
BbIBUXaMH, apTpanrusamu, BJl. ITogasnsomas dacts nagueHtos ¢ CI'C
CTpPafaloT HEeBOCTIAMUTEbHBIMU PEBMaTUIeCKUMU 3a00JIeBaHUAMU (apT-
PO3bl, XpOHMYECKHe 3a60J1eBaHNsA I03BOHOYHKKA). CI'C mpeapacnonaraer
K peBMaTH4YeCcKUM 3a00JIeBaHUAM U OCJTIOXKHSET UX TedeHHe. I10 JaHHBIM
A. Gedalia, B rpyme u3 260 nereii yacrora CI'C coctasmser 18 % y neBo-
4eK U 6 % y ManbauKoB. Y 40 % nereit CI'C MaHuecTUPOBa apTpanruei
[323]. CT'C mposiBiisieTcs1 B IeTCKOM BO3pacTe U HECKOJBKO ocjiabeBaer
c Bo3pactoM. VIHTeHCHBHBIe PpU3HUECKHe YIPaKHEHNS, IepepacTsTUBaio-
1[1ie CYCTaBHYIO KaICyJy, CBA3KU U MATKME TKaHW, BbI3bIBAIOT TOBpeEK/ie-
HYsI, TPOSIBIISTIONIKeECs 6obio [322].

XapakTepHble IPU3HAKU HAarPy304HOI apTpoaThu:

1) cemeliHble pOPMBI PAHHUX OCTE0APTPUTOB MJIM OCTEOXOH/[PO3a;

2) Hanu4ve B aHaMHe3e TOBPeXXeHUIi 1 pa3phIBOB CBA30K, CYCTaBOB,
TIO/IBLIBUXOB, CYCTABHBIX U KOCTHBIX OOJIEi;

3) cBAA3b 60JIEBOrO CHHAPOMA € GU3UYECKOI Harpy3KOii;

4) HeBBICOKAst aKTMBHOCTb BOCTIAJIEHNsl, CTUXaHKe 60U 0 Mepe CHU-
’KeHUs HarPy30K, ObICTPOe KynmpoBaHUe 60Jieii U BOCCTAHOBJIEHHE JIBU-
KEeHUH;

5) mopakeHue OHOTO WJIU ZIByX CyCTaBOB 10 OCH;

6) orpaHU4eHHOCTb BBINOTA;

7) HaJM4Ke JIOKaJbHOM 60JIe3HEHHOCTH CYCTaBa;

8) Hanuuue ocreonopo3a, 'MC u apyrux npusHakos JICT.

ITo mkasne Beiitona yacrora 'MC B MOCKBe COOTBETCTBYeT €BPOIICHCKOM.
MakcrmanbHa 4acToTa y JKeHIIMH B Bo3pacte 16—30 set, y Myx4uH 16—
20 net, yMeHbILaeTcs y My>xurH nociie 20 JsieT, y xxeHuyH nocie 30 et [50].

B BenukobpuTaHuu oprornesaMu 66utu o6cenoBanbl 125 nereii c CI'C,
KOTOPBI TPAKTOBAJICS KaK MyJIbTHCUCTEMHOe 3aboseBaHne. OTMedanach
BBICOKAasl 4acCTOTa [IM3aBTOHOMUM U JIPYTUX BHECYCTABHBIX MPOSBIEHUN.
BrIsiBsIeHBI [1710Xasd KOOpAUHALUSA B 36 %, HEYKIII0KeCTb B 48 %, JIeTKOCThb
TPaBMHUPOBAHUs KOXU B 43 %, apTpajiruu B 74 %, 601 B criviHe B 40 %,
royieHsix B 73 %, paccrpoucrsa cHa B 37 %, My3bIPHO-MOY€TOYHUKOBBIN
pediokc B 4 % (1 % B momynAnmu), miockas croma B 89 %, MOBbILIEHHAS
yToMIeMoCTb B 39 %, 3anopsl B 11 % [275].
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AMepUKaHCKUMY TeinatpaMu ObUTH 00C/IeZIOBaHbI 2 TPYIIIBI JieTeil
¢ I'MC: 1-s ¢ MbInIeuHO-cKeeTHbIMU xanobamu (CI'C), 2-s1 ¢ Geccumit-
toMHOY TMC. B 1-1 rpynme Bblllle pacTSHXKUMOCTb KOXU, HXe AJl, cHU-
’KeHa CKOPOCTb yJIbTpa3ByKa B KocTH [313]. B nurepaType HeOJHOKpPAaTHO
nofyepkuBaiach B3auMocBA3b CI'C 1 BereTaTMBHBIX pacCTPOICTB, Hapy-
meHNs] QYHKIMM CHMIIATUYECKOTO OT/esIa 3a CYeT I'MIeppeakTHBHOCTH
o- ¥ 3-afpeHoperentopos [321].

B ocHoe marorenesa CI'C — 0COOEHHOCTH CTpPOeHMsi KOJUIareHa.
Hamnuue 'MC HepezKo yfaeTcs yCTaHOBUTD Y KPOBHBIX POJCTBEHHUKOB.
CI'C aBsieTcs pacnpoCTpaHeHHON IPUYMHOM CyCTaBHOIO CUHAPOMA Y Ia-
IIMEHTOB MOJIOZIOTO BO3pACTa, Yallle Y XeHIuH [49].

ITo ZaHHBIM aHTJINICKUX PEBMATOIOTOB [384], MOOUIBEHOCTD CYCTAaBOB
B MOMYJISALIMU UMeeT TayCCOBCKOe pacrpesiesieHue. Pa3mdus obycioBIe-
HbI STHIYeCKUMU TIPUYMHAMY, Pa3HBIM BO3pacToM 06cieioBaHHbIX. TMC
HeJIOCTaTOYHO ZJIl TIOCTaHOBKMU AuarHo3a, npu CI'C oHa acconuupoBa-
Ha C MbIIIEYHO-CKeJEeTHBIMA CUMITOMaM{d U JIPYTMMHU HapylleHUsMU
CT. JlaHHbIe HapyIIeHUs] UMEIOT MyJIbTH(AKTOPHYIO TIPUPOJY, CBSI3aHBbI
€ KOMIUIEKCHBIM I'€HeTUYeCKUM BKJIAIOM MHOTHX T€HOB, (pOPMHPYIOIINX
deHoTumn. Y psifa mereii 3aHATHA CIOPTOM MM 6aIeTOM BbI3bIBAIOT yCHU-
JieHue MblIIeYyHO-CKeJIeTHOM CUMIITOMATHKY, Y IPYTUX JleTell IBUraTesb-
Has aKTMBHOCTb BBI3bIBAeT yiy4llleHue

Cpenu mkonbHUKOB @Duunauauu 10—12 ner wacrora TMC co-
crasnset 7,8 %. B Tonnanauu cpenu neteit 4—13 ner — 15,5 %, 12—
17 ner — 13,4 %. B Erunre cpeau fereil Ha4aJbHBIX KJIACCOB 4acTOTA
I'MC — 16,1 %. PacripocrpanerHocts I'MC B eBpOneiicKON NOnyasnuu
cocraByser 10 %, B appukaHcKoii u a3uarckoir — 15—20 %. Yacrora
IIMK Ha ¢pone CI'C gocturaet 91 % [143]. Y B3pocbix nanuentos ¢ CT'C
BBIAIBJIEHO He3HauyuTelbHOe cHWXeHue MIIKT, He Koppenupyrolee co
crenenbto 'MC [378].

ITo naHHBIM KapAuonoroB U3 lccienoBaTenbCKOrO IieHTpa WM.
B. A. AnMa30Ba, Y MOJIOABIX JiIoZel ¢ pa3nuuHbiMu ¢peHotunamu JICT
CHIDKeHBI TI0Ka3aTell Ka4ecTBa )KU3HH, XapaKTepuayoniye Gpruandeckuil
KOMIIOHEHT 3/10poBbsi. HauboJee BbIpaXkeHHOe CHIDKeHUe GpU3nyecKoro
(GYHKIMOHMPOBAHUSI MMEET MeCTO Y JIMI| C TMIEePMOOMIBHBIM 3JIepco-
no106HbIM deHoTHmoM [165].

B 2000-e rr. B CaHkT-IleTepOypre 6bla 06ceoBaHa rpynmmna JeTeit
IIKOJIHOTO BO3pacTa ¢ pyHKIMOHATbHBIMY 3200JIeBAaHUSIMU Cep/Lia U T1e-
puHartanbHbIM nopaxxenreM ITHC B anamHe3e. BbIsfiB/IeHa BBICOKAsA 4aCTO-
Ta HEHPOOPTONeIMYeCKUX HAaPYLIEHHUIT: HeCTaOUIBHOCTD IIEHHOTO OT/eNa
no3soHo4HuKa (IIIOIT) B 64,7 %, ocreoxonzpos IIIOII B 26,8 %, anoMa-
yuu IIOTII B 8,0 %. MAC BrisiBIIeHBI y 55,2 % neTell, U3 HUX 9KTOINYe-
ckas xopzaa JIXK 8 77,7 %, IIMK B 46,7 %. Y 30 % nereii c MAC BbIABIIA-
sch npusHaky JICT, y atux gereit MAC B 92,6 % ObUIM COYETAaHHBLIMH,
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yare BbIABAnUCh IIMK (59,3 %) 1 aHOManuy MoAKJIalaHHbIX CTPYKTYP
(18,5 %); y 84,4 % nereit c MAC BbIsIBJIeHbI HapylLIeHU PUTMa CepALa U
IPOBOIMMOCTH: CUHyCOBasA apuTMus — 45,6 %, 3KTONNYecKre pUTMbl —
30,2 %, cunycoBasi Gpagukapaus — 26,7%, MUrpauusi BOAUTENS PUT-
Ma — 24,4 %. Y Bcex fereii c MAC BbIsiBJIeHB] HapylLIeHUs OcaHKU: y 51 %
cKonuoTuyeckas nepopmanus, y 53 % HecrabunbHocth IIOTL, y 13 %
Massle anoManuu IIOII, coyeranue HapymeHuil B IIOII co ckoanoTH-
Jeckoil nedopmanueit B 67 %. Ha 6onu B o61acTv cepama JOCTOBEPHO
Yale jKaJlo0BaJuch et ¢ coyeranneM MAC u Hapymenusmu B IIOII,
y HUX )Ke yallle BCTpeyalrch HapylleHus puTMa cepzilia ¥ TPOBOAUMOCTH
(96 %), HapyIIeHUs] KPOBOTOKA B KAPOTUTHOM U BepTeOpO-6a3uisipHOM
6acceiiHax (85 %), mo nanHeiM HCT, 4yaie BcTpevanuch pe3uayanbHble
usmMenenus LTHC (15 %) [77].

TuneppacTs>xuMOCTh KOXU BeTpevaercsa y 11,4 % nmereit 4—6 ner
¥ B 2 pa3a pexe y fereii B 12—17 niet. Y feteii npe- u nyb6epTaTHOTO BO3-
pacra poUCcXOAUT TpaHCHOpPMaLUs CUMIITOMOB, OCHOBHBIMU OpraHaMu-
MUIIEHSAMU CTaHOBATCSA MO3BOHOYHUK W OpraH 3peHusd. JIOMKONbHBIN
Y MJIQZIIUH IIKOJIbHBIN BO3PACT BbI/IENAIOTCA KaK KPUTHYecKye Tepruoibl
o ¢opmupoanuto nposieienuit [ICT [247].

Octeonenus (OIT) u ocreonopo3 (0). BO3 B 2005 r. opunuansHO
onpezemaa O Kak OJJHO M3 IECSTU BaKHEHMIINX XPOHUYeCKUX 3a060eBa-
HUIi 4eloBeKa, TaKk KaKk OH OYeHb IIMPOKO pacIpoCTpaHeH, UMeeT YeTKOoe
ompesieJieHe, METObl IUAaTHOCTUKY U BO3MOXKHOCTH /TSI TPOQIIIAKTH -
KU ¥ JiedeHusi. O — cucTeMHOe 3a060/eBaHue CKeJleTa, XapaKTepusyeTcst
yMeHbIlIeHreM KOCTHOM Macchl M HapylleHHMeM MHKPOapXWUTeKTOHUKU
KOCTHOM TKaHM, YTO NMPUBOAUT K CHIKEHUIO ee MPOYHOCTH U IOBBIIIe-
HUIO pUcKa mepesoMoB. COTJIacHO MPOTHO3aM, YMCJIO MAIlUeHTOB Oyzer
BO3pacTaThb BCJIE/ICTBYUE YBEINYEHN IPOOJKUTETbHOCTH KU3HU U yIy4-
IIeHus YCI0BUM mpoxuBaHud. OlieHKa TeHZeHIMY TT0Ka3ana, YTo crape-
He NONyJIALIUY IpUBe/ieT K IBYKPaTHOMY YBeJIMUeHUIO YKCIia TIepeloMOB
B nepuoz Mexay 2005—2050 rr. [100].

ITo 060061meHHbIM JaHHBIM, O — OZIHO U3 HauboJiee PacIpoCTpaHeH-
HBIX 3200JIeBaHUI1, KOTOPOE 3aHUMAEeT Belylllee MeCTO B MHPe 110 CTPYKTY-
pe 3a60J1eBaEMOCTHY U CMePTHOCTHU HacesieHus. OH BbISIBJIEH Y 75 MJIH 4e-
noBeK, xxuBymux B CIIIA, EBpornie u Anoxnun. M3yyenue snuzeMuoI0ruu
TIPe/ICTaBJIsIeT ONpe/ieJieHHble TPoOeMbl, TaK Kak cHkeHre MITKT e
SBJISIETCS IPUYMHOM Xkano6. KocTHast Macca sIBJIsieTCs IJIaBHOIA JIeTepMU-
HAHTOM MeXaHMYeCKUX CBOWCTB KOCTHOM TKAHU U ompezesseT 10 75 % ee
npoyHocTty. ColinanbHas 3Ha4MoCThb O oTpeziesiseTcs ero nocjaescTBUA-
MM — IlepeloMaMy I03BOHKOB U TPyOUaThIX KocTeil. Yiepb oT Henpesio-
TBpaleHHoro O orpoMeH, CTOMMOCTb JiedeHus TaKux nepenomos B CIITA
cocrasisger 10—13 mupz [0J1apoB, MPOTHO3UPYETCA BO3pacTaHue o
60 mapz B Tedenue 30 et [404]. laHHbIe CBUETENbCTBYIOT O BaXKHOCTH
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NPOQUIAKTUYECKUX MEPOTPUATHI C LeJIbI0 CHIDKEHHUS 3a00J1eBaeMOCTH
O u ero cBoeBpeMeHHOU ANarHOCTUKY [54].

W3BecTHO, yTo O MO 4acTOTe 3aHMMaeT YeTBEPTOe MeCTO Cpeiu He-
MHGQEKIMOHHOM MaTOJIOrUU B3POC/BIX B MHUpe, YCTyIas TOJIBKO cepried-
HO-COCYIMCTBIM, OHKOJIOTYeCKUM 3a00JIeBaHUAM 1 CaxapHOMY uabety
[404]. HeoTnoxHble MONBITKM CHW)XEHWS JIaBUHBI IepeIOMOB KOCTei
B MOXMWJIOM BO3pacTe /IOJDKHBbI HAUMHATBHCA C MOAPOCTKOBOIO BO3pacra
U IIpecsiefioBaTh npeaynpexaenue nosgHero O. Kputndeckumu nepuo-
mamu 11 GOPMHUPOBAHUA TeHETHYEeCKH 3alpOrpaMMHUPOBAHHOTO ITHKA
KOCTHOW MacChl SIBJIAIOTCS MepBble TPU rofia XU3HU pebeHKa U Tpemny-
GepTaTHBII Nepuo/. YNylleHHbIe B 3TH IePHO/bl BO3MOXXHOCTH HapylIa-
I0T pa3BUTHE CKeJleTa, CKJII0YaloT HaKOIIeHe MaKCUMaIbHOM KOCTHOMN
Macchbl. Bbicokas KOCTHas Macca ABsAeTCA Jydiieil 3alUTON OT KPUTHU-
YeCKUX BO3/I€HCTBUI BO3PACTHBIX KOCTHBIX MOTePh [147].

ITo nauubiM [I. E. IllunuHa, Maaburku Ha 57—78 % Gosibliie mozBep-
’KeHbl IlepesioMaM, KyJIbMUHAIIMOHHBIH BCIJIECK Y HUX MPUXOJUTCS Ha 6,
y ZeBouek Ha 7 nieT. [[o Hayajia mybepTaTHOTO BO3pacTa KOCTHAs TKaHb
MHMHMMaJIbHO MUHepaJn30BaHa 13-3a OTCYTCTBUSA aHAOOIMIECKOTO BIIM-
SIHUS TI0JIOBBIX TOPMOHOB, CPOKM MPOQUIAKTUKY TEPeIOMOB ZOJDKHBI
OBbITh TIepeHeceHbl Ha A0MybepTaTHbIN MepuoA. [lepesoMbl yaiie BCTpe-
YalOTCsA Y IeTeld, POK/IEHHBIX C OOJIbIIel JUIMHOM Tesla, Y BLICOKOPOCIBIX
¥ 6oJiee IIMHHOHOTUX. Becomblii BK1az B pa3sutue OII BHOCUT JepuIUT
KasmbLus v ButaMuHa D. B CIIIA u crpaHax EBpomnsl ButamuH D 06aB-
JieH B MOJIOKO, [TI03TOMY XOPOIIO M3Yy4YeHbl ero NpPOTeKTUBHbIe CBOIMCTBA.
B Poccyuu HeOXXU/IaHHO BBISIBJIEH (AaKT OIMHAKOBO BBICOKOM YaCTOTHI T1e-
peJIoMOB, BKJIFOYasl OCTeONIOPOTHYECKYe, He3aBUCUMO OT MOJIOYHOTO M-
TaHUA — OT M30erarolx MOJIOKA /10 TBIOIIUX ero Mo 1 J1 B leHb, TaK KaK
MOJIOKO He 00OoraijeH0 BUTaMUHOM D ¥ M03TOMY JIMIIEHO KOCTHO-IIPO-
TeKTUBHBIX 3¢ PekToB [261]. lokazaHo, 4TO UCTOKH O JIeXAaT B ZIETCKOM
BO3pacTe, Tak Kak UMeHHO B 3TOT Ilepuo/] HakariuBaercsa o 90 % kocrt-
HOIi Macchl [436]. Ocoboe 3HaYeHUE UMeeT ybepTaTHbIN ITePUO/, TaK KaK
K MOMEHTY ero 3aBeplLIeHUs YpOBeHb KOCTHOW Macchl focturaet 86 %. 3a
ato BpeMsa MIIKT Bo3spactaer Ha 40—45 %. CornacHO OTeyecTBEHHbIM
IaHHBIM, B pa3Butuu O HaclieZCTBeHHblE (AKTOPHI, ONpeZeNsIoNIre Ba-
puabebHOCTh KOCTHOM Macchl, cocTaBisiioT 75—80 %, Toraa Kak 3K30-
reaubie 20—25 %. C 1994 r. no pekomenzauuu BO3 vacToTa BcTpeya-
eMOCTH PeTUCTPUPYeTCs TOJbKO 10 pe3ybTaTaM PeHTTeHOBCKON OCTeo-
nencuromerpuu [135].

B ta6. 14 npexncrasneHa yacrota O cpenu xeHmuH B CIIIA.

B cooTBeTCTBUYU C yTBepXAeHHbIMU KpuTepuamu BO3 ans puarHo-
cruku OIl y mereii ucnionbayercs Z-kpurepuid — cpasHenre MIIKT ¢ Bo3-
pacrHoit Hopmoit. MITKT npu DEXA (dual energy x-ray absorbtiometry)
AUAarHOCTUPYeTCS: HOpMaJsibHbIe 3HaYeHUs1 — Z-Kputepuii 6osee —1 STD;
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octeonenus — Z-kputepuit ot -1 1o -2,5 STD; O — Z-kputepuii MmeHee
-2,5STD [82, 142, 263].
Tabnuya 14
Cocrosinne MIIKT cpenu Gensix sxurenbuun CIIA, %

Cocrosme MITKT Bospacr, zer
25 50 65 80
Hopma 84 66 40 10
OcTeomneHus 15 33 40 35
Ocreonopo3s 1 1 13 27
Tsxenbli 0cTeonopo3 1 1 7 27

B ofiHOM 13 IePBBIX UCCIe0BaHMM, poBenieHHbIX B CIITA, neHcutomer-
pus nposesieHa 95 zetam, no Z-kputepuio y 11—30 % zereit pa3nu4HOro
BO3pacTa KJaccupuuupoBaHa ocreonenus (Z-score < —2,0) [363]. B apyrom
¥ccenoBanuu obcneoBanbl 201 310poBast ieBouKa U 142 3710pOBBIX MaJlb-
ynka 5—19 JieT, onpenenenHsl eHTHIbHbIe 3HaYeHnss MITKT [381].

Temnel npupocta MITKT ot 6 1o 20 siet y eBoYeK HUxe, 4eM y MaJib-
9uKOB. [Ipy TOMyNSAIMOHHOM MCC/ef0oBaHUU >xuTeneil HoBocrbupcka
B Bo3pacTe OT 6 10 20 JieT ycTaHOBJIEHO, 4TO pacipocrpadeHHocts OITu O
cocrasiser 28,6 %, u3 Hux 11,8 % — manbuuku (10,6 % — OIlu 1,2 % —
0) u 16,8 % — nesouku (13,1 % OIT u 3,7 % O). Haubornee BbicOKas yac-
toTta OIl y neBovyex orMedyeHa B 16—18 sner u y ManbuukoB B 11 n 18—
19 net. O Haubosee YacTo perucTpupyercsi y neBouek B 12, 17—18 ner,
y ManbuukoB — B 10—13 1 19—20 nieT. [MMHACTBI UIMEIOT CAMYIO BBICOKYIO
MIIKT cpesyi CLIOPTCMEHOB, YTO MOXXHO OOBSCHUTH BBICOKUMH TOJYKO-
BbIMU Harpyskamu. Y GeryHoB MIIKT HuKe, y IUIOBLIOB OHA ellje MeHBIIIE.
[IpuBbIYHAS HArpy3Ka UMeeT OoJiee CyIeCTBEHHOE BIIMsIHME Ha MHUKOBYIO
KOCTHYIO Maccy, 4eM Apyrue GaKTopbl, TaKKe, KaK pueM Kanbrus [145].

ITo faHHBIM KCCIIeIOBAHMIA, TIPOBe/leHHbIX B HOBOCHOUPCKE, OCHOB-
HbIMU ¢akTopamu pucka O B JETCKOM BO3pacTe SIBISIOTCS M3MEHEHHe
POCTO-BECOBBIX IIOKa3aTesJed M0 CPaBHEHUIO C II0J0BO3PACTHOM HOP-
MO, Hajuuue OTArOIIEeHHOTO HACJe[CTBeHHOrO aHaMHe3a, IIPOKMUBaHue
Ha TePPUTOPUHU BBICOKOTO TEXHOTEHHOTO PUCKa, HM3KOe yIoTpebiieHre
IIPO/IYKTOB, COZIEeP>KAaIMX KaJblLUH, NI03/[Hee UM PaHHee HadyaJlo MeHC-
TPyaLyii, HaJMYMe CKOJMOTHUYECKON JepOpMalMi U KOMITPECCHOHHBIX
TepesioMOB [T03BOHOYHMKA B aHAMHe3e. BhIsiBleHHbIe 0COOEHHOCTH MU-
HepasM3aliy KOCTHO TKaHU JIOJDKHBI YYUTHIBATHCS MPH pa3paboTKe Jie-
4eOHO-TPOPUIAKTIIECKUX MEPOTIPUSATHIA [241].

JleTCKUii U MOJPOCTKOBBIM BO3PACT NPUBJIEKaeT BHUMaHUe II0TOMY,
9TO Y JIeTell MPOIIeCChl POCTA COYETAIOTCS C MOJIOKUTENIbHBIM OalaHCOM
KOCTHOU TKaHU. HaKoruieHre Kasblus SIBJIsieTCs] HeOOXOAUMBIM YCIIOBU-
em pocra Kocreit. Tak, ¢ 5 no 16 et MITKT Bo3pactaet B 3 pa3a, a ¢ 10 1o
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16 net — Ha 34,6—39,7 % [179]. JI. A. Ulennaruunoii u T. F0. MouceeBoit
MIIKT orieHBaIach MeTO/IOM ZIByX3HEPreTU4ecKOoil peHTTeHOBCKOM ab-
copbunomerpun (DEXA) B IBYX TOYKax CKesera. JIMCTaJbHBIA OTHEN
KOCTell Ipeanseybs ucciaenoBad y 248 fereil (119 manbuukos u 129 fe-
BOY€K); NosscHr4HbIi (L,—L,) oraen nossoHo4HKKa — y 357 nereii (194
MaJIbYMKOB U 163 /eBoukM). YpoBeHb MUHepanu3aliy cKejeTa OLeHU-
BaJICA IO COZlepKaHuI0 MUHepana B kocTHoi TkaHu (BMC) u mokasare-
JI10 Z-score. Z-KpUTepuii UCTIOb3YIOT UCKIOYUTENBHO 15 OIpe/iesieHus
qacToTel BcrpedaeMoctyt OIT u O y obcreoBaHHbIX feteil. Yacrora OIT
y meteii 11—16 net ot 29 10 59,2 %. B HaubGosbIueii crenenu npu O u3y-
yeH I'TI rena VDR, onucano 4 ero tumna [262, 263].

@u3sndeckas aKTHMBHOCTb — BaKHEHIMHMI (akTop MOJeTMPOBAHUS
KOCTHOHM Maccel [349]. Ponb BbIABIEHUS, NMPeNOTBpALleHU U JledeHUs
OII ocobeHHO BelWKa B JIETCKOM BO3pacTe, MeJUATPhbl AOJDKHBI UTPATh
371ech aKTUBHYI0 poib [409]. @opmupoBaHe MTUKOBOM KOCTHOM Macchl,
ABNAOIIENCA KII0YeBbIM MOMEHTOM, OIpe/ieNIA0IMM IPOYHOCTb KOCTH,
MpouCcXoauT B Bo3pacte 10—14 jeT. B HEMHOIMX MCCIIeJOBAHUAX OBLIO
BBICKA3aHO INpeArosoxeHue o Beicokoi dacrote OIT y mereid ¢ JICT, HO
YacToTa ee He U3y4yeHa. B rpymie sieTeil ¢ peBMaTOMHBIM apTPUTOM Yac-
tora OII Bblllle, YTO yKa3bIBaeT Ha B3aUMOCBA3b 3TUX sABJeHuU [60].

B pab6ote, ony6aukoBaHHO# B 2012 I. MOCKOBCKMMHM TNeJMAaTPaMy,
y 100 mogpocTkoB 11—15 sieT, rocnuTaau3MpoBaHHbIX o mosoxy BII,
B 46 % cny4aeB ycraHosneHa OII, B 30 % — JCT. OnpezesneHa Takxe
qactoTa pakTopoB prcka popmupoBanus OIT: uzdpirounas MT y 45 %,
HU3Kasl pu3ndecKast akTUBHOCTb — y 65 %, mybepTaTHbINA CKauOK POCTa
y 40 %, KOCTHBIEe [1lepeIoMBbl y pOJCTBeHHUKOB 1-1 mnHuu — 21 %. OHuM
M3 BaXHBIX pakTopoB ¢opmupoBaHus OIl aBTOPbI CYMTAIOT JeUIUT
MUKpo3sieMeHTOB [105].

[To3nHee BbisiBeHWe O AUKTYeT HEOOXOAMMOCTb 6Ojiee aKTUBHOTO
M3y4YeHUs JaHHO Tpo6JieMbl B IeJUATPUHY C 1IeJIbI0 PaHHel ANarHOCTUKU
OIl u npoduIaKTUKY MATOJIOTMYEeCKOTo Tporuecca. [pynmoii uccienoa-
Tesiell u3 BiaaauBocToka obcmenoBano 130 feTeit pa3nuyHOTO BO3pacta
I u I rpynin 3n0poBss ¢ 1T oT 25 o 95 ueHTtunsd, cpefHuii Bozpact 12,3 +
+ 0,32 roga. Cocrostaue MIIKT orenuBasnock Ha feHcutoMerpe Prodigy
GE Lunar merogom DEXA. CHmxenue temnos npupocra MIIKT B 13—
14 net, B mepro/| BLITATMBAHKUSA, HAZIO pacCMAaTPUBATh KaK GaKTOP MOBbI-
neHHoro pucka passurtus OIT u nepenomoB. Harbosiee 4acTo mepenoMbl
y fereil BO3HUKAIOT B 5—7 u 13—14 net. CpenHue nokasartenu Z-score
B rpyIne feTeil 14—15 neT camble HU3KKe. Y JleBOUeK T0JJ0BO ITPUPOCT
MIIKT makcuManbHblil B 7—8 1 15—17 neT 1 MUHUMaNbHBIA — B 8—9
u 13—14 ner. Y manbuukoB npupoct MIIKT mpoucxogut 6osiee paBHO-
MepHO. OI1 B IOACHUYHBIX I03BOHKAX BbIABIeHA y 15,39 %, O —y 1,54 %
€ MakCUMasbHOM 4yacToTol B 12—13 set. YacroTa BbisABieHus OIT He oT-
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JIMYajach OT MOKa3aTeseil APYyruxX PerMoHOB cTpaHbl. Cpenu ¢$pakTopoB
pUCKa Ha3BaHbl Bo3pacT 12—14 jeT, OTATOLeHHBIA HacJe[CTBEeHHbIN
aHaMHe3 1o O U 0CTeOXOHZPO3Y, OTKA3 OT MOJIOUHBIX IIPOAYKTOB, HU3KAsA
IBUTaTeNbHasA akTUBHOCTD, Hanuuue [ICT, kypeHue [62].

B pyroMm ucciieioBaHUM STUMU JKe aBTOpamu 06ciieioBaHo 120 neteit
B Bo3pacre 5—17 net. MIIKT onpeziensnack TONAbKO B TOSICHUYHOM OT/ie-
Jie, OHA CYI[eCTBEHHO BBIIIE Y JieTell C BBICOKUM (QpU3UIeCKUM Pa3BUTHEM.
Jeteii ¢ HU3KUM QU3NYECKUM Pa3BUTHEM U U30OBITKOM MacChl MOXHO OT-
HeCTH B TPyIIy pucKa 1o cHkeHuto MITKT. @akropamu pucka pa3BUTHA
OIl y neTeii SIBNSAIOTCS HEAOCTATOYHOE TMOTPebIeHe KaTblUs U HU3KAs
dusnyecKass akTUBHOCTb. 3HaYeHHMsI KOCTHOM Macchl ObLIM JJOCTOBEPHO
HIKe y gerel ¢ uHgexcom Kerne II Hmke 10-ro nentund. JlokasaHo, 4To
He/I0CTaTOYHOe MOTpebJieHre Kalblys C MUTaHNeM TOBbIIIAeT PUCK pa3-
Butus OIT Ha 68 %. 61 % neteii c OIT MMesn HU3KYIO PU3UIECKYI0 aKTUB-
HocTb. He 3ameveHo B3anmocssasu cHrxenuss MIIKT y pereid ¢ cuMiTo-
MaMU HapylleHu# ONOPHO-ABUraTeJbHOTO anmapaTa (B UX Yucje Bsias
0CaHKa, CKOJNMO3bI 1-i cTeneHu, IJIOCKOCTOMNE, JedOopMaluu TpyAHOM
ki1eTkn). Gu3nonornyeckoe COOTHOLIEHVE MTOKa3aTesell KanbLus u ¢oc-
¢dopa coxpaHsAIoch y neTeil He3aBUCHUMO OT Bo3pacra [60].

I. B. Ky3HeroBoii Obuta BbisiBiieHa dacTota OII y 370pOBBIX JeTeil
5—17 net: 43 % (10 % — O) c HapacTaHueM B IyOepTaTHbIN MEPUOL.
3HaueHUs Z-KpUTepus BBILIE Y JleTeld ¢ BBICOKUM (U3MYeCcKUM Pa3BUTH-
eM U HopMaJibHbIMU IToKa3aTensaMu IMT. OIT He cOIIpOBOXAaeTcs Hapy-
IIEHUSIMU KaslbleBO-pocHOpHOro oO6MeHa, HO BePOSTHOCTh ee Y JieTeil
C HeZOCTaTOYHBIM MOTpebJieHreM Kasblusl cocTaBuiaa 68 %. BrusHue
HU3KOW (pU3MYecKOil aKTMBHOCTHU Ha mpouecc HakomieHuss MITKT 6bu10
ZIOKa3aHo IIyTeM pacyeTa puckoB, HezjoctaTouHas akTUBHOCTD TTOBBIIIAET
BeposATHOCTb OIT Ha 47 %. Huskoe Qusndeckoe pazsutue, feULUT WIIH
n36b6ITOK MT, HejocTaToOuHOE TIOTpebIIeHre KaubLUus U HU3Kasi pusude-
CKast aKTUBHOCTb SIBJISIFOTCS NTOKA3aTeJIsIMU BBICOKOTO pHCKa GOpPMHUPOBaA-
Hus OII ¥ CBU/IETENIbCTBYIOT O He0OX0AUMOCTH 00cyIejoBaHus pebeHKa,
B TOM uucJie JeHcutomerpuu [150].

B r. iBaHOBO 66110 06¢cmesoBano 102 pebenka 9—14 jet, 65 U3 HUX
c CI'C. Y 39 (60 %) BrisBneHo cHmxeHne MIIKT (Z < -1 STD), B koH-
TponbHOU rpynme — 40,5 %. Taxects TMC onenuBanu mo beiiTony:
nerkasg — 3—4 (OIly 33,3 %); cpenusasa — 5—8 (62,5 %); Tsxenad — 9
6annos (71,4 %). B rpynne I'MC yaine BbisiBeHbI recTo3sl (61,9 u 30 %
B KOHTpOJIe) ¥ pPaHHUI ITepexo/] Ha UCKYCCTBeHHOe BCKapMinBaHue (42,6
u 22,2 %), nepesnomMbl KoHeuHocTeit (9,5 1 0 %). Y neteit c TMC yaiie BbI-
SIBJISUTUCH TaCTPOAYOREHHUT, TieoHedpuT, BA. B rpymre feteit co cHrxe-
HreM MIIKT BbIie 107151 HU3KOPOCIBIX ZeTeit ¢ nepurom MT. Hacrora
cHwkenusi MITKT Beime npu 6osbineit BoipaxkenHoctu JCT. B rpymme
¢ TMC yame BoisBnsercs [IMK (77 u 66 %), OTKpbITOe OBaJIbHOE OKHO
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(30,8 u 3,7 %), DKX JIX (65,1 u 33,3 %), nepopmarms XKII (38,5 %),
nuenodkrazus (11,1 %). IIoBbileH ypoBeHb MapKepoB 0OCTeope30po-
1Y, NOBBIIEHO HakoIleHWe amoMuHusa [220, 235]. Toi xe rpynmnoi
uccnenosatesneir y 60 % pereit ¢ CI'C ycTaHOBJIEHO CHM)KEHUE BeJIMYUHbI
Z-xpurepus MeHee —1,0 STD, 4To JOCTOBEPHO IPeBBILIAeT aHAJIOTUYHBIN
THIOKa3aTesb /i71d rpynnsl cpaBHeHus (40,5 %). CI'C y nereii B 60 % ciy-
yaeB conpoBoxzaaercsa cHrxeHreM MIIKT, gacrora OII yBenuunBaeTcs
napassenbHO HapacTaHuio BelpaxkeHHocTH CI'C. [JletanbHas olieHKa 10-
Ka3aJia, YTo HaruboJiee XapaKTepPHBIMU OBUIN PAa3/IMYHUs B 4aCTOTe ajijiep-
ru4eckoil matosnoruu (cooTBeTcTBeHHO 14,3 poTtus 0 %), cepeuHO-Cco-
cynucThiX 3aboneBanuil (B 2 paza — 66,7 u 30,0 %), matonoruu KKT
(47,6 1 30,0 %) u ocobeHHO OOJIe3HEl OTIOPHO-ABUTATEILHOTO amnapaTa
(moutu B 3 pa3a — 28,6 u 10,0 %). 3HauuMble pa3nIuyuusA Kacaauchb Ha-
JINYUS TeCTO3a TepPBOii MOJIOBUHBI GepeMeHHOCTH (COOTBETCTBEHHO 61,9
npotus 30,0 %) 1 paHHero nepeBosia Ha UCKYCCTBEHHOE BCKapMJIMBaHKe
(42,6 m 22,2 %) [139].

Wccnenosarensamu u3 Spocnasnsa y gerei ¢ JJCT BbIABIeHa 4acToTa
OII B 60 %. ®akTopamMu pucka ObUTM HACJIeZICTBEHHAS OTATOIEHHOCTh
M0 XPOHMYECKOW COMATHUYeCKOi MaToJorMu U 3ab0JIeBaHUAM OMOPHO-
IBUTATeJIbHOTO alnapara, recTo3 U PaHHUI TepeBOJ Ha MCKYCCTBEHHOe
BCKapmiuBaHue [220].

B HeziaBHO 0ny6JIMKOBaHHO# paboTe OpeHOYPrCKUX MeuaTpoB, olle-
HuBaBux MIIKT gereit ¢ ICTC ¢ noMOLIbIO yIBTPa3BYKOBOTO JI€HCHU-
TOMeTpa, PaclpOCTPaHEHHOCTb CHW)XeHWS KOCTHON NMPOYHOCTU B JIUC-
TaJbHOM OTZeJie JIy4eBOM KOCTW B M3ydaeMOH rpymne cocrasuiaa 34 %,
ayacrora O gocrurna 6 % [159].

JerckuMmu opToneiaMy U3 Yol BbISIBJIEHA BEICOKAs KOPPEJIALUS CKO-
mo3a ¢ [ICT y marepu (ipu ckonuose 3—4-ii crenenu MAC y po/icTBeH-
HUKOB BCTpevaroTcs B 66,2 %), nepeHeceHHbIM paxuToM. CTeleHb IIpo-
TPecCUpPOBaHMs CKOIM03a TECHO KOppeIupyeT ¢ HecTabuibHOCThIO IIIOTI,
paxutom, I'MC [102].

2.7.2. CobcTBeHHblIe pe3yAbTaThl 00CA€AOBaHMS
CHCTeMbI OPraHOB OIOPbI U ABMXKEHUS

2.7.2.1. OnleHKa B3aMMOCBA3€i AUCIIa3Uii COeAUHUTEILHOI TKaH!
€ 0CO0EHHOCTSAMHM CTPOEHHUS LIEHHOTO0 0T/eJia MO3BOHOYHHUKA

PenrtreHorpa¢us IIOII ¢ BbimonHeHHeM (YHKIMOHAIBHBIX MPO6
IIPOBOAMIIACH JeTAM 1—3-11 rpyIn 10 IoKa3aHuAM, [IPU HaJIMIUU I'OJIOB-
HBIX GoJeit u 6Goseil B meHHOM OT/esie. PeHTTeHOBCKUe HCC/el0BAHUs
BBITIOJIHSAJIM Ha aHAJIOTOBOM PEHTTeHO/IMarHoCTHYecKoM anmapare Multix
Pro (Siemens). Mcnosnb3oBanu peatrenorpaduto IIOTT, 715t yMeHbIIeHUST
Jly4eBO¥ Harpys3ku npusHaku HectabunbHOCTH IIIOIT onpesiensnu noce
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CHMMKa Ha Y3U. Y3U 1meiHoro otziena N0O3BOHOYHMKA IIPOBOAMIIMCH HA
nuarHocTrieckoM ammapaTe Omnia Sonoline (Siemens) 1o craHzapTHEIM
MEeTOZIUKaM.

Y Bcex zieTeli TpyIIIbl CpaBHEHUS pe3ysbTaTsl peHTreHorpaduu [MIOIT
611 HopMasbHbIMU. Cpenut feteit ¢ [ICT Haubosiee YaCTHIMU PEHTTEHO-
JIOTMYeCKMMH M3MeHeHUAMHU co cTopoHbl IIOTII 6summ nozasbiBux C,C,,
runonnasus C,, HecTabUIbHOCTh U HapyuleHue ctaTUky IIIOII no Tumy
kudo3a u/unm ckonro3a. Kommuecrso nuamenenmii IITOTI B rpynnax geteit
¢ JICT cocraBuiio 1,75—1,83 Ha ofHOTro peberka. SIBHOTO mapasienn3mMa
Mexay TshkecTbio [ICT 1 HanuureM 0cOOeHHOCTel CTPOeHMsI Ha PeHTre-
HOTpaMMax He BbIsIBJIEHO. [paduiecky 0OCHOBHBbIE U3MEHEHNs Tpe/iCTaB-
JieHbI Ha puC. 24 (CM. IB. BKJIEHKY).

B 1-i1 rpynme B !/, ciy4ae Habmoxanuch noasbBux C,C,, B 1/, —
runonnasusa C, (25,0 u 0 %), 4To 3HaUNTeILHO MPEBBINIAET Pe3yabTaThl
3-i rpynnsl. Takke 3Ha4MMO 4Yaumie B 1-i rpymme BCTpedaauch TUIO-
nnasus 3ybosunHoro orpocrka C, (11,5 u 0 %), HecrabunbHOCTb IITOTI
(46,2 n 0 %), mpusHaku ocreoxonaposa (13,5 u 0 %), HapylLieHue cTa-
tuku IIOIT no tumy kudosza u/umu ckonrosa (40,4 u 0 %), aHoManus
Kummepnu (Kimmerle) — (9,6 1 0 %).

Bo 2-ii rpynne noasbiBux C,C, BCTpeyaeTcst ¢ TOM e YaCTOTOM, YTO U
B 1-i1, — yame, 4em B 3-i1 (25,0 1 0 %). Taxoke 3HaUMMO Yaltie BO 2-11 rpymie
oTMeyaroTcs runormnasus C, (25,0 u 0 %), HecrabunsHocTh IIOIT (70,8
1 0 %), Hapytenue cratuky [IIOII o umy kudo3a u / niu ckonuosa (41,7
1 0 %), aHomanust Kummepnu (25,0 u 0 %), spina bifida (8,3 1 0 %).

U3 noarpymmsl la BeimosnHeHa peHtreHorpadus IIOIT 24 nersam.
B noarpyrmme yacToTa M3MEHEeHUiA B 11eJIOM BBIILe, YeM B IPyIIIe, 0COOeHHO
3TO KacaeTcs aHaTOMUYeCKUX 0cobOeHHocTell crpoenus. Tak, BbINIe dac-
Tora nozaBbBUX0B C,C, (41,7 1 25,0 %), runomnasuu C, (37,5 u 25,0 %),
runonnasuu 3y6osuaHoro orpoctka C, (16,7 u 11,5 %). Ilo cpaBHeHMIO
C IaHHBIMHU 3-ii TPYMIIbI IPaKTUYEeCKH 110 BCeM MO3UIMAM pa3inyus 3Ha-
4yumbl. Y fereii ¢ [ICT onpezensercs napaulen3M Mexay KOJIM4ecTBOM
U BBIPaXXEHHOCTbIO BHEIIHWX MPU3HAKOB U 4aCTOTOW M3MeHeHWH Hpu
penrtrerorpaduu MIOII.

PenrreHorpadus sABJsieTcs HOKa3aTeNbHbIM U IPOBEPEHHBIM METO-
TIOM IIMaTHOCTUKU 0cobeHHocTel cTpoenus [IIOIL. Y3U IIIOIT He o6a-
7laeT TaKoi ”HYOPMATHUBHOCTBIO, HO MOXET OBbITh BBINOJHEHO BCEM ZIETSM
BBU/ly 6€3BPEHOCTH U SKOHOMUYHOCTH.

Y31 LIOII MOXHO MPOBOAUTH JieTsiM 0e3 HaJW4us CTPOTHMX IMOKa-
3aHui. Tak, Y3M ObUIO BBINOJHEHO OOJBIIMHCTBY JieTeid 3-il TPYIIBL.
Bapuantsl crpoenust IIIOII ¢ nomombio Y3U GbUTH BBISIBIIEHBI B O0Jiee
BBICOKOM MPOLIEHTE CJIyYaeB, YeM peHTreHorpaduyecku, 3To ObUIO 0CO-
GeHHO 3aMeTHO B 3-i TPyIIIle, OJHAKO YUCJIO0 0COOEHHOCTE, BHISBIISIEMBIX
MmetozoM Y3U, ropasno menblne. Tak, He BbIABAAIUCH NOABbIBUX C C,,
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runonnasus C,, Tunonnasus 3y60BuAHOro oTpocTka C,, IpU3HaKK OCTe-
oxonzpo3a IIIOII. Y Hao60poT, npusHaku HecTabunbHOCTH [IIOIT BHISB-
JISTACh B TOPaszio OoJibleM TPOLIeHTe CydaeB, 0COOeHHO B 3-if rpyme.
Topasno yaiie, 4eM peHTreHorpapuuecKiM MeTOJIOM, B 3-ii rpytne Obl1n
BBIABJIEHB! U HapymeHus cratuky IIIOII. B nesoM Ha omHOro pebeHka
B rpynnax [ICT coHorpaduyecku ObLJIO BHISIBIEHO MEHbIe BapHaHTOB
crpoenus IIIOII, yem penrrenorpadudecku (1,04 u 0,61), a B rpymme
cpaBHeHUs1 — 3HauuTebHO Gosbie (0,9). HopMasbHble IOKa3aTenu OT-
MedveHb! B 1-# rpynne B 32 %, Bo 2-it — B 50 %, a B 3-i1 — Bcero B 30
%. Yacrora HecrabunbHocTH IIIOII B 1-#f rpynne He oT/IM4anach OT 3-i
(56,0 1 70,0 %), 3HaYMMO BbIIe B 1-ii Tpyme ObUTH TOJBKO HapyLIeHUe
cratuky ITOII mo Tuny kudo3a u/wm ckonrosa (38,0 u 20,0 %) u spina
bifida (8,0 u 0 %). ITo pe3ynbratam 2-ii TpyHITbl 3HAYUMO HUJKE 4acTOTa
HectabunpHOCTU (50,0 11 70,0 %) U BbIlle — HOPMaJbHBIX TOKa3aTenei
(50,0 1 30,0 %). Pesynbratel Y31 IIOII npencTaBieHsl Ha puc. 25 (cM.
IIB. BKJIEHKY).

22 peram u3 nogrpynmnsl la nposegeno Y3U IIOII. ITo cpaBHeHUIO
C [IaHHBIMU TPYIbl CYIeCTBEHHbIX M3MeHEHHI He IpOciiexXUBaeTcs,
HIKe yacrora spina bifida (0 u 8,0 %) v yucno Y3V-u3MeHeHU! Ha OHO-
ro pebenka (0,82 u 1,04); Bblie yacTOTa HOPMAJIbHBIX AaHHBIX. [To cpaB-
HEHWIO C JIaHHbIMM 3-ii rpymnmsl 4acTora HectabuiabHOcTH IIIOIT Takke
HIKe (45,5 u 70,0 %), 9acToTa HOpMaNbHBIX TIOKa3aTesell Bbime (45,5
1 30,0 %).

DPPeKTUBHOCTH PEHTTeHOBCKOTO AWArHOCTUYECKOTO METOZa SIBJIfA-
eTcsl CTAHZAPTOM U He HyX/laeTcs B ZlOKa3aTeabCTBaxX. JluarHocTu4ecKre
Bo3MoxkHOCTH Y3U IIIOII B Bompocax AMarHOCTUKKM 0COGEHHOCTeN CTPO-
enus IIIOII HeckosbKO HIKe. Tak, Y3 He BbIABISAET MOP)OJIOTUIeCKIX
M3MEHEeHU B IeMHbIX M03BOHKAX: noABbIBUX0B C,C,, runoruiasuii C , ru-
nomnnasuu 3y60BUIHOrO 0TpocTKa C,, MPU3HAKOB OCTe0X0oHpo3a. C /py-
TOil CTOPOHBI, MeToZIOM Y3 BBISIBIEHO BBICOKOE 3Ha4YeHUe HecTabuiib-
Hoctu IIOIT B rpynne cpaBHeHus. CienoBaTesbHO, MeTos, Y3 Moxer
MIPUMEHSThCS /s AUaTHOCTUKY HecTabubHOCTH IIIOII, HO He 03BOJIsIeT
BBISIBUTH MOP(OJIOTHYECKUX 0COOEHHOCTE el HbIX TT03BOHKOB.

B suTepatype oTMedaeTcsi BBICOKAsl YaCTOTAa BeTeTaTHBHBIX Kanobd
u nposiBnenuii y feteit ¢ [ICT. ITpu 3ToM NpUYMHBI Ha3bIBAIOTCA IpeJIo-
JIOXUTENBHO U B 001Iei popme (HapyieHre Peryssiiiy COCYAUCTOTO TO-
HyCa, CHIKeHHUe 371aCTUYHOCTH COCYAUCTOH CTeHKU U T. 11.). C LiesIblo BbI-
sICHEHVsI KOHKPETHBIX TPUYKMH MbI TIPOBEJIU aHAJIM3 COYeTaHUi Harnboee
pacmpocTpaHeHHBIX anob (roJoBHbIE 60, 6O B )KMBOTE) U 0COOEH-
HOCTeii CTpOeHVsl, BbISBIsIEMbIX MpU peHTreHorpaguu IIOII, BeiOUpas
IpU3HAKK, MeX/ly KOTOPBIMU CyIiecTByeT cBA3b. ¥ neteii ¢ [JCT ronoBHbIe
60711 BO3HUKAJIX Yallle TPU HaJIMYMK PeHTTeHOrpapUuiecKy BbIABIISIEMBIX
ocobenHocreii cTpoenusi IIOIT: noaBeiBuxa C,C,, THIIOIIa3UU OTPOCT-
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ka C,, HecrabunbHOcTH IIIOTI, Hapymenus cratuku IIOII o Tumy Ku-
¢o3a,/ckonro3a. Pe3ynbTaThl MOKHO TPAaKTOBATh CJIEAYIOMUM 00pPa3oM.
JloCTOBEepHOI! CBA3M YaCTOTHI T'OJIOBHBIX O0JIeil U peHTreHOrpadpuIecKux
ocobenHocreii IIIOIT B 1-if rpynme BbIsABIEHO He Oblno. Bo 2-if rpymme
JUIIb B OAHOM CJlydae ObUIa BBISIBJIEHA NOJIOXUTETIbHAS CBA3b, B Clydae
c nozBeiBuxoM C,C,. Mexzy HecTabunbHOCThIO IIIOIT, HapymeHneM cTa-
tuky IIIOIT 1 aHoManueil KumMepiu Gbuta BbIIBJIEHA OTpULIATebHAs
CBf3b. B 1-ii rpymnme 10CTOBepPHO CBsA3U HO0JIel B )KUBOTE M PEHTTeHOTpa-
duyecknx ocobenHocreii crpoeHus IIIOII BbIABIEHO He ObLTIO.

KpoMme 4acTOTHBIX XapaKTepUCTUK, A CTaTUCTUYeCKOM OLIeHKU
HaMU ObUIM OIpefiesieHbl KOPPeJALMOHHble B3aMOOTHOILIEHHS I'0JI0B-
HbIX OoJiell ¥ M3MeHeHWil NP peHTreHOrpadu4ecKoM HCCIIeJOBaHUN
HIOIT y meteit 1-i1 1 2-# rpymn. KoppeslsALMOHHBIA aHaIu3 IPOBOAUIICA
TpY TIOMOIIM TaKeTa CTAaTUCTHYecKuX rporpamm Excel ¢ BeIYMcIeHueM
ko3¢ dunmenta Koppensuuu panros Cnupmena (7,), KOTOPbIH IPUMeHs-
eTCA K NOPSAAKOBBLIM JJaHHBIM, T. €. IBJIAIeTCS HellapaMeTpudecKuM. MoxHo
clielaTh BBIBOJ, YTO peHTreHoorndeckue usmenenus 11OTII He cBA3aHb
C yJaleHueM roJIoBHbIX 6oseit y feteii ¢ JICT.

2.7.2.2. Pe3ynbTaThl H3y4eHHsI MUHEPAJIbHOM MJIOTHOCTH
KOCTHOM TKaHH y JeTei ¢ AUCIUIa3UsIMH COeAUHHUTEeIbHOM TKaH!

YunTbIBass HEMHOTOYMCIIEHHblEe U He SBJIAIOLINeCs [0Ka3aTelbHbl-
MU aHHble 0 Hapywennax MIIKT y nauuenTos ¢ [ICT, Ha BTOpoM 3Tane
HaM{ ObUIO TIPOBE/IEHO OCTEOJIeHCUTOMETPUYECKOe MCC/efioBaHue. Mbl
pacnosiarany JaHHbIMU 0 dactore cHrbkeHUA MIIKT y 370pOBBIX fereit
ITpumopckoro kpas [62], onucanHoii B moapasy. 2.7.1. iMeloTcs AaHHble
0 BBICOKO¥ 4acTOTe CHIKEHUS KOCTHO# Macchl leteii CaHKT-ITeTepOypra
(52 %), HO moNyYeHHbIe HA MeHee TOYHOM mpubope, 6e3 JeTanu3anuu
CTeIleH! CHIDKEHHUS U Ha HebobIIoM Matepuaie [175].

JIByxoHepreTiyeckasi peHTreHOBckasg abcopbumomerpusi (DEXA,
OCTEOZIEHCUTOMETPUA) C KOMIBIOTEPHBIM aHaJM30M BBINOJHANACH HA
armapare General Electric Medical Systems LUNAR PRODIGY Vision 4
(CIIA). CymmapHas [no3a obnydyeHusi He npesbimana 0,04 mBap.
MuHepanbHyI0 IJIOTHOCTb KOCTHOM TKaHW ONpeZesisald MeTOLOM BYyX-
SHEPreTU4ecKOi PeHTreHOBCKO# abcopbunomerpun (DEXA) B obnactu
MIOSICHUYHOTO OT7ieJla I03BOHOYHMKA U BO BCeM cKesieTe. IIporpaMMHoe
obecrieyeHre OCTEO/IEHCUTOMeTpa CHabXeHO HOPMAaTHMBHBIMH I10Ka3a-
TeJIMU 110 TOJIy W Bo3pacTty. Hamuuue feTckoil mporpamMMbl (HayMHas
¢ 5 71eT) NO3BONMWIO OOBEKTUBHO CPAaBHUBATH (paKTUYECKHe MOKa3aTeln
MIIKT ¢ cOOTBETCTBYIOIMMY 3HaUeHUAMU pedepeHTHON 6a3bl s KOH-
KPETHOT'O 110714 ¥ Bo3pacra. /Iyl mpoBesieHs] THPOPMAaTUBHON JIeHCUTO-
MeTpuu B 6a3y mprubOpa BBOAMIIMCH JAHHbIE 00C/IelyeMbIX: T10JI, BO3PACT,
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IJIMHA ¥ MAacca TeJa € OIleHKON pU3MIecKoro pa3BUTHS, a TAKXKE KOCTHBIN
BO3pACT.

[Tpubop ompenensieT MUHEPaJIbHYIO MIOTHOCTh KocTu (BMD — Bone
Mineral Density; BMD = BMC/Area, r/cM?) U CyMMapHbId 1T0Ka3aTesb
Z-score, KoTopblii xapaktepusyer MITKT peGeHKa 110 OTHOIIEHHIO K CPefi-
HeBO3paCTHOW M BbIpaXaeTcs B eJVHHUIAX CTAaHJAPTHBIX OTKJIOHEHUH
(STD, unu o). B neauaTpuyeckoil mpakTuke, B OTJIMYHE OT B3POCIHBIX,
JMarHOCTUYeCKOe 3HaUYeHUe MMeeT TOJIbKO [TOKa3aTesb Z-score, TaK Kak
OH 33aBHUCUT OT KaJeHAapHOIro U KOCTHOTO BO3pacTa, I10Ja, AJIMHBI Tejla.
OH nMeet auarsoctryeckoe sHadeHue s Boispaenns O u OII. CornacHo
pekoMeHzalMAM Tpymibl 3kcreproB BO3 mo ocreomoposy [281, 436],
HopMaTuBHbIe 3HaueHuss MIIKT B npezesiax STD ot pedepeHTHOTrO 3Ha-
gyeHus (Z-score > —1 SD), c ocreonenueil — Z-score < -1 SD > -2,5 SD,
a ¢ ocreonopo3oM — cHmwkenne MITKT no 3HaueHwuit Z-score < —2,5 SD
B COYETAHUU C OJHUM Ui Gosee nepesomamu [80, 194].

OcreozfeHcUTOMETpPUS IPOBOAMIIACH B CJIEAYIOMINX 30HAX:

1) NOACHUYHBIA OTAeN TMO3BOHOYHMKA (OLleHKAa COCTOSHUSA KOCTH
C IPeUMYIeCTBEHHO TPabeKyIsPHBIM TUIIOM CTPOEHHS);

2) Becb cKeneT (OLieHKa COCTOSIHUSA KOCTU C KOPTUKAJIbHBIM THUIIOM
CTpOeHUs) C OZIHOBpeMEeHHBIM OTlpeZieJieHreM KOMIIO3UILMOHHOTO COCTaBa
TeJa.

KpoMme nokasaresieil KOCTHO! TKaHU, IIPYU A€HCUTOMETPUN OIpesiessa-
JIUCh: Macca XUPOBOM TKaHHU, TOLAsA Macca, IPOLIeHT KUPa B OpraHu3Me,
IPOLIEHT pacipe/iesieHus )KUPOBOI TKaHU [0 aHAPOUHOMY U TUHOUJHO-
MY THI.

B nporpamMMHOe obecrieueHye JeHCUTOMeTpPa BXOAUT HOPMAaTHBHAS
6a3a JaHHBIX, TaK Ha3blBaeMas ZeTcKasi mporpamma. Tak Kak pedepeHT-
Hasi 6a3a mpubopa cpopMupoBaHA HA aMEPUKAHCKOU JIeTCKOM MOmyis-
uuu, a MIIKT nereit Ha CeBepo-3amnaze Poccuu MoXeT OTJIMYAThCA OT
nauHbix CIITA, HaMut OBITO MPUHSTO pellieHre O TeHCUTOMETPUYECKOM
006cJieZIoBaHUY IBYX IPYIII JI€Teid:

1) 72 pebeHka 1-ii Tpymibl, ¢ BIpaXKeHHbIMU GeHOTUNNYeCKUMHU ITPH-
3Hakamu JICT (36 feBouek, 36 MalIbUMKOB);

2) 36 petett 3-ii rpynmsl (16 meBodek, 20 MaJbYMKOB) — B KadecTBe
TPYIIIbI CPaBHEHUS.

Jletu 2-ii rpymITbl B JaHHOE MCC/IeZIOBaHUe He ObIIN BKJIIOYEHbI.

YuutbiBasi MHOTOGAKTOPHOCTb BIUSHMA Ha LU(POBON MOKa3aTenb
MIIKT (mosn, Bo3pacT, IJIMHA U Macca Tesla, KOCTHBINA BO3pacT), okasa-
tessb BMD B indpoBOM BBIPa)XEHUH Y JieTell cauTaeTcs MeHee MHOpMa-
TUBHBIM, BBIBOZIOB 10 HeMy He JieJlaeTcsl.

Hapymenusa MIIKT yamie BBIABIANNACH B NOSACHUYHBIX ITO3BOHKAX,
COCTOsIHME KOTOPBIX OTPa)KaeT MUHEpPaIbHBI 0OMEH B ry04aToil KOCT-
HOIi TKaHW, JaHHbIIA NIOKa3aTesib B paMKax MeTo/ja siBjisieTcsi 6ojee 4yB-
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crButenbHbIM. CHuKeHre MITKT 3nauurenbHee —1 STD HabGimozpaetcst
y 52,8 % nereit 1-it v 16,7 % neteii 3-# rpynisl (pa3nn4us 3HaYUMBI), 6e3
CyLIeCTBEHHBIX [TOJIOBBIX pa3ianyuil. Y 16,7 % nereil 1-1 rpymibl CHIDKe-
Hue ObLI0 3HauuTeNnbHee —2,5 STD (4ro cooTBercTBYyeT crenenu O), B 3-ii
TpyIe Takux jereil He 6b110. JInmb y 11,1 % pereit 1-# rpynmsr MITKT
TpeBbIIlIajia CPeHEBO3PACTHYIO; B 3-i1 TpyIIe Takux aeteii 6610 41,7 %,
3HauYMUMO Goblite. Jletei ¢ MITKT HibKe BO3pacTHBIX pedepeHTHBIX HOP-
MaTuBOB ObLTO 88,9 1 58,3 %, 4TO TakkKe 3HaYMMO. Cpe/iHee 3HAYEHVE
MIIKT 1-ii rpymmbl B CUTMabHBIX OTKJIOHEHUSX OBITIO OTPHUIIATETbHBIM:
-1,15+ 1,31, T. e. HYXXe BO3PAaCTHbIX HOPMATHUBOB, a B 3-#1 rpymie — 0,08 +
+ 0,98, T. e. 6M3KUM K pedepeHTHbIM 3HadeHusM st CIITA. DTu pas3nu-
yus ABNAITCA 3HaUMMbIMU. Onipesienanuch U 3HadeHuss MIIKT B 1—4-m
NIOSICHUYHBIX [103BOHKAX OTZAEJIbHO: 10 Ka)KIOMY U3 [I03BOHKOB IIPOLIEHT
mereil, uMetomux cHykeHne MITKT, Obl1 3HaYMMO BhIlIe B 1-if rpymie,
a cpefiHee CUTMaJIbHOE 3HaUeHUe HIDKe, YeM B COOTBeTCTBYIOIIUX [I0Ka3a-
TeJAX 3-1 IPYIIIELL

MIIKT Bcero ckeneta OTpakaeT IJIOTHOCTb TPyOYATBIX KOCTEA, mepe-
JIOMBI KOTOPBIX 4Yallle BCTpeyaroTcs y ereil. IIpouenT cHmxenus MITKT
BCero CKejieTa HUJKe, 4eM B IOSICHUYHBIX [I03BOHKAX, TaK KaK IVIOTHOCTb
TpyGYaThIX KocTeil 6osiee BbIcOKas. COOTBETCTBEHHO, JaHHBII ITOKa3aTesb
SABJISIETCS MEHee YyBCTBUTeNbHBIM. JleTr, nMeBiuue cHxkeHne MITKT Bo
BCeM CKeJieTe, UMesi Oojiee 3HAYUTENbHOE ee CHIDKEHUe U B TOSCHUY-
HOM orzienie. [padudeckoe n306pakeHre OCHOBHBIX U HauboJIee HarIsAz-
HbIX noka3aresnei MIIKT B 1-i1 1 3-1 rpynnax npezcraBjieHo Ha puc. 26.
MIIKT Takxe pasnn4anach, B 1-1 rpyime oHa 3Ha4MMO HIDKe.

B nosicanuHoM otzene 36,1 % mereii 1-1 rpynmsl npotus 16,7 % B 3-i
rpynne uMeny cHxeHre MIIKT ot —1 no —2,5 STD (4TO COOTBETCTBY-
er OIT), pasnuuusa 3HauuMbl. CHrkenre MITKT 3HaunrtensHee —2,5 STD
(4to cooTBercTByetr O) B 1-if rpynme HabozaI0Ch 3Ha4MMO daie (16,7
10 %). B cymme MITKT nosicHuyHoro otzena 6bu1a cHibkeHa 6osee —1 STD
(OIT + O) Takxe 3HauMMoO yaite B 1-# rpymnmne (52,8 1 16,7 %).

Bo Bcem ckenete 38,9 % pnereii 1-ii rpymnmsl (C ocTeoneHueil U ocTeo-
nopo3om) umenu cumxenre MIIKT 3HaunTensHee —1 STD, B 3-it rpym-
Tle TaKWX ZieTeil He OBUIO, Pe3yJbTaT 3HAYMMO OTandaeTcs. Jiumsb 2,8 %
neteit 1-i rpynnsl umenu cHukeHue MIIKT sHauurtensHee —2,5 STD,
TaK KaK TpybdyaTble KOCTU MO37{Hee pearupyioT Ha ¢opmuposanue OII.
Y 77,8 % pneteit 1-i rpynnsl MIIKT Gbuta Hu)Ke HOPMATUBHOW MPOTUB
16,7 % B 3-if rpynne (pa3nuuus 3HauuMbl). CpesriHee 3HaueHue MIIKT
B STD no Z-kputepuio B 1-i rpynme COCTaBUJIO OTpPULIATENIbLHOE 3HA-
genne (-0,63 + 1,0), B 3-if rpynme 3HaueHUue OBUIO MOJIOKUTENbHBIM
(0,87 £ 0,84), pa3nuuusa 3HauuMbl. CienoBatenbsHo, y aeteii ¢ [ICT mo-
kaszartenu MIIKT Bcex OTZeNOB CKeJleTa C O4eHb BBICOKON 3HAYMMOCTBIO
HIDXKe, 4eM B TPyIIle CPaBHEHHUs.
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Puc. 26. OcHOBHBIe 1OKa3aTeld MUHEPaJIbHOU TJIOTHOCTH KOCTHOU TKaHU B 1-1
¥ 3-ii rpynnax (2-s rpymmna He Obla BKJIIOYeHa B HCCIIe0BaHLe)

Cpeny 3HaYeHUH, peruCTPUPYEMBIX eHCUTOMETPOM, UMEIOTCA U 110~
Ka3aTeJy XKUPOOTI0KeH . IIponeHT 1 pacupeeieHue Kupa B OpraHus-
Me fereil ¢ ICT panee He M3y4anuch, UMeJINCH JIMIIL JaHHbIE O CHUXKe-
HUY Macchl TeJa 1 GOPMHUPOBAHUY «MasbuuiiecKoit» ¢urypst mpu JCT.
OO61mMii IPOIIEHT XUpa B Opranu3Me B 1-ii rpymme 3Hauumo Hike (16,5 +
*6,3u 26,7 £7,1), 1aHHasA 3aKOHOMEPHOCTb IIPOC/IKUBAETCA Y ZIeBOYEK
U y MalbuuKOB. [IpOLIeHT OT/IOKEHNUA X1pa [0 aHAPOUAHOMY TUIly B 1-1
TpyIIIe TaKXe 3HAYMMO HIDKe, KaK OOIIUIA, TaK U OT/IeIbHO Y MaJIb4lKOB
u fieBoveK. [Ipy 5TOM IPOLEHT XXUPOOTIOKEHUA N0 aHAPOUJHOMY THITY
y MaJIbuMKOB HIXe, 4eM Y JleBOUeK B 00eHX IpymIax.

OO6muii MPOLEHT OTJIOXKEHUS XXKUPA [0 TMHOUAHOMY THILy B IPYIIax
He paznuvancs (26,7 + 8,4 u 34,1 £ 7,9), HO B OTZIeIbHOCTU AJI1 MaJlb-
YUKOB U [IeBOYEK OTJIOXKEHUE JXKUpa 10 TMHOWAHOMY TUIly B 1-i1 rpymme
3HAYMMO HWKe. M3y4anuch M Ko3DQUIMEHTHI XUPOOTIOXKeHUs. Tak,
K03QUINEHT OTHOILIEHHS aHAPOUJHOTO XUPOOTIOXKEHU K TMHOUHO-
My ObUI HIDKe B 1-11 rpymme ¢ coXpaHeHHeM pPa3jInduil Cpefiyl MalbuiKOB
U JIeBOYeK. B CBA3M C 3TMM MHTEPEeCHO TO, YTO 3TO COOTHOLIeHWe B 1-1
TpyIle He MMeJIO MOJIOBBIX PA3INyYMil — U y MaJIbYUKOB U leBOYeK ObLI0
IPAaKTUYeCKU OJMHAKOBBIM. B 3-ii rpyIIe COOTHOLIEHUE UMeJIO II0JI0BOe
pasnnaue (0,76 + 0,18 y manbuukoB u 0,66 + 0,30 y neBoyek), 4To fe-
MOHCTPHUPYET OTCYTCTBHE «MaJIbYHIIEeCKOi» GUTYPHI.
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KoadpuieHT cOOTHOIIEHNS KMPOOTIOXKeH!sI Ha TYJIOBUILE K 00-
1eMy TaKKe OTJIMYAJICS, OH OKasascs Hxke B 1-1 rpynme (0,37 £ 0,05 u
0,45 £ 0,04) c coxpaHeHHEeM 3TOTO pa3IU4Ks y MaJTbUMKOB U Y JleBOYeK.
3neck pa3nuumii MeXxy MojaMy BHYTPH IPYIII He HAabII0aI0Ch.

CooTHOIIIeHHE )XKUPOOTIOKeHHs Ha HOTax K 001ieMy ObLIO Bbille B 1-ii
rpymne (0,48 £ 0,05 u 0,43 + 0,04) c coxpaHeHUeM pa3nuyus y Majlbyu-
KOB U y JleBOUYeK, pa3INyuil Mexly [ojlaMy BHYTPU I'PYII TaKXe He Ha-
6mozanock. COOTHOIIEHNE XUPOOTIOXKEHUSI Ha KOHEYHOCTSIX K 001eMy
Taxxe ObUIO BbILIe Y ieTeit 1-i rpymmsl (1,50 + 0,29 u 1,14 + 0,19), nan-
Hble Pa3/INyus COXPaHAIUCh Y MaJIbYMKOB U Y ZleBOUeK MeX/ly IpynIamy,
6e3 MOJIOBBIX PAa3IMYMil BHYTPH TPYIIIL.

Taxkum 00pa30M, HAMH BbISIBJIEHBI CJIEAYIOLIMe 3aKOHOMEePHOCTH:

1) V pereii ¢ ICT, 1o cpaBHeHUIO C IeTbMU 3-1 TPYIIIbL, ONpesiensieT-
€ 3HauuTeNbHOe KonudecTBO uaMeHeHuit IITOII, BbIABNAEMbIX peHTre-
HOrpadIyecKH.

2) Ilo pesynbraTam penrtreHorpaduu IIOII y neteii ¢ ICT Haubonee
4aCTBIMU 0COOEHHOCTAMH CTpoeHus ObumK nozBeiBUX C,C,, rUunoniasus
C,, runonasus 3y60BuiHOrO otpoctka C,, HeCTabUIBLHOCTL U Hapylle-
HMe CTAaTUKH 110 TUTY KU(O03a U/WIH CKOJIN03a, IOBeHIJIbHbINA OCTE0XOH-
Ipo3, anoManus Kummepiu.

3) V mereii ¢ ICT onpenenseTcs napajlean3M Mexay KOJIu4ecTBOM
U BbIPaXXEHHOCTbIO BHEIIHWX MPU3HAKOB U 4aCTOTOW M3MeHeHWH Hpu
penrtrerorpaduu MIOII.

4) Metoz Y3U IIIOII He BbIABIsAET MOP(OIOTUIECKUX U3MEHEHHI
B IIEHHBIX M03BOHKaX: NoABbIBUXOB C,C,, runomiasuii C,, rumnoriasui
orpoctka C,, MPU3HAKOB OCTEOXOH/PO3a. TakKe BBIABIEHO 0Y€Hb BbICO-
Koe 3HaueHue HecTabmbHOCTH IIIOII B rpyme cpaBHeHUSI.

5) V nereii ¢ ICT He noKa3aHa CBsi3b TOJIOBHBIX O0JIeii ¢ BapraHTaMH
crpoenus IIOIT: noxseiBuxoM C,C,, runonsasue# 3y60BUIHOrO 0TpOC-
TKa C,, HecrabusnpHOCThIO IIIOTI, HapymeHuem craTuky IIOII o Tumy
kudo3a,/ckonnosa.

6) V 6onbeit yactu fereit ¢ [ICT Habmoznaetcs cHikenne MITKT
B NTOSICHUYHBIX I03BOHKAX, IPU 3TOM y TPeTU U3 HUX CHUXKeHHe COOTBeT-
cTByeT ocTeonoposy. ¥ 38,9 % nereit ¢ ICT umeercs camxenne MITKT
BO BceM ckesiete. MIIKT gereii ¢ ICT HuXe cpeJHEBO3PACTHBIX MOKa3a-
Tesen.

7) O6wmwuii mpoleHT xupa B opranusme y zneteit ¢ [JCT Hike, 4yeMm
B rpymnne cpaBHeHus. Jlond xupootioxenus y fereil ¢ ICT meHble Ha
TeJsie ¥ 6OJIbIle Ha KOHEYHOCTSX.
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2.8. AMcnAazmum COeAMHUTEAbHOM TKaHU
M 0COOEHHOCTU HEPBHOM CUCTEMbI

2.8.1. OCO6eHHOCTH HePBHOM CHCTEMbI
M POAb AUCIIAQ3MI COCAMHUTEAbHOMN TKaHN
B ux chopmmupoBannm

Uccnenosarensimu HoBocubupcka B Havase XXI B. Obla M3ydeHa
NaTOJIOTUYeCcKasl U3BUTOCTb BHYyTpeHHel coHHOM apTrepuu (I BCA) —
onHO u3 npossinenuii ICT. Y 678 nereil npy 0CMOTpe OIpeziessiuch Map-
Kepsl [ICT. 'MC ormeuena y 20,0 %, runeppactsxumMocTtb Koxu y 8,0 %,
NIOJIOKUTENIbHBIA CMMNTOM Inunka y 24,0 %, mbllleyHas TMIIOTOHUSA
y 57,0 %, ckonmo3 y 55,0 %, kesoupHbie pyo6Iisl y 5,0 %, MI0CKOCTOITIE
y 24,0 %, nepopmaru 'K y 3,3 %, Buaumas cocyaucrasi cetb y 32,0 %,
HenpaBWIbHBIN NpUKyc y 14,2 %, nuactema y 8,25 %, aHOMaIuy yUIHbIX
pakoBuH y 15,0 %, rppixu y 7,96 %, u3MeHeHus CO CTOPOHBI OPTaHOB 3pe-
HUA Y 52,2 %, natonorus cepaua y 77,4 %. Y nereil ycraHOBJIeHa TaKxe
B3aMMOCBS3b MeXAy ¢peHoTUNMYecKUMH MapKepamu [ICT ¥ BbISBJIEHHBI-
MU Ha Y3 usMeHenusiMy BO BHyTpeHHUX opranax: JIBT B 79,6 %, nucme-
tabonyeckas Heppomnatus B 49,1 %, xpoHudeckuii muesonedpput y 10 %
neBouek, nepopmanusi XKII B 20 %, nudPysHbie U3MEHEHHU s TOHKENyI0Y-
HO¥1 XeJe3bl B 25 %, neyeHu B 28,6 %, HedponTos B 5,4 %, nudpdysHbie
V3MeHEeHU CTPYKTYPbI I0YeYHBIX CUHYCOB B 6,7 %. CIIOHTaHHbIE HOCOBbIE
KpoBoTedeHus HabmoaaTcs y 10,5 %. OTMe4eHO yrHeTeHKe arperaiyun
TpoMbo1uTOB ¢ ageHosuHANPochatom (AID) y kaxzoro !/, ¢ anpeHa-
nuHOM — y '/, JInd uiccejoBaHuil ObLT BRIOPAH reH TPAaHCKPHUIIOHHOTO
mapkepa SP4 Ha 7p21-p13 — NCBISNP (rs 1011168). YcraHoBseHa acco-
nuanusa ['TI AS0807T rena mapkepa SP4 ¢ naTon0rn4ecKoi M3BUTOCTHIO
BHyTpeHHell conHou aprepunt ([T BCA) [213]. [T BCA — Haubonee
9aCTO BCTpevaromasncsa HacleCTBeHHas aHrnoaucniaasus y gereii ¢ ICT.
OCHOBHBIM 3BeHOM MaTOreHe3a HapyIIeHNi MO3TOBOTO KPOBOOGpalieH st
y TaKuX JAeTeil ABIAITCA JIOKaJIbHble HAapyIIeHNs TeMOJUHAMUKY C Typ-
OyJIeHTHOCTBIO ¥ yBeJINYeHreM CKOPOCTH KPOBOTOKA B 30He HanbOJIbIIIei
nedopmanum cocyaa, co 3HaUYNTeTbHBIM CHIKeHHeM KPOBOTOKA 3a 30HOMN
M3BUTOCTH, B TOM YHKCJIe B CPeJiHell MO3roBOU apTepuu [214].

I[I1 BCA Bo3HMKAeT B pe3yJbTaTe 3MOPUOIOrHYecKoro aedexra
TpeTheil )xabepHOU YU U MOXKeT ObITh PUINHOM UIIEMUIECKOTO TT0pa-
’KEeHUS MO3ra JIeTeil — OT MUHMUMAJbHOTO HEeBPOJIOTNYecKoro feduunuta
1o uimemudeckoro uadapkra [213, 389, 439]. S. H. Zaidi [et al.] (2005)
orMedanu [T BCA mpu cunzipomMe Drepca — [Janno [439]. Ipyrue uc-
cJleoBaTeNld OTMevany coueTanue ee ¢ nposiBienusamu JICT [388].

CeezieHrst 06 MCTUHHOM PacmpOCTPaHEHHOCTU COCYAMCTBIX aHOMa-
NUii U UX KIUHIYECKUX 0COOEHHOCTAX B IETCKOM U MOPOCTKOBOM BO3-
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pacTe HeMHOTOYMCJIeHHbl U NpoTuBopeurBbl. V. B. MBaHOBO# [u zp.]
ob6cnenoBanbl 240 noapoctkoB 12—13-neTHero Bo3pacra, o6ciejoBaHIe
BKJIIOYAJIO M3y4YeHUe COCTOSTHUSA liepeOpasbHON reMOANHAMUKY U OLieH-
Ky ¢yHKimu paBHOBecus. I1o pesynbratam Y3IT y 29,2 % MIKOIBHUKOB
ObLIY BBISIBJIEHBI OTKJIOHEHUS B CTPOEHUH COCYZIOB U /MY M3MeHeHHs M0~
Ka3areJsieil iepebpanbHOii reMOAMHAMUKHY, Y 18,3 % — remMoanHamuyec-
KV 3HaunMble. FI3MeHeHus Gacceitna BCA Habmopanuce y 12,5 % nereid,
npeo6JIafiay MaToJOrM4YecKasi U3BUTOCTb, S-00pa3Hasi aHTYJISALMS, Ze-
¢dbopManum 1o TUMY NEeTIUCTOCTH. VI3MeHeHHs O CTOPOHBI O3BOHOYHBIX
apTepuii ObUIM 3aperHCTPUPOBaHEI y 21,3 %: TUIONIAa3Us, IaTOJIOTYe-
CKas U3BUTOCTb, aHOMAJINU X0/ia. BbIO OTMeYeHO OTCYTCTBUE Pa3NIuunit
B 4aCTOTe BO3HUKHOBEHU TOJIOBOKPYKeHUIA 1 HapyIlleHUI KOOpAXHALUN
y neteii c otknoHeHussMY Ha Y3/, Haymuue kano0 He MIMeeT CBSI3H C 0CO-
GeHHOCTAMM 1iepebparbHON reMOJUHAMUKY; IeTH C aHOMaJIUSIMU Pa3BU-
THS COCYZIOB B 3HAUUTEILHOM IIPOLIEHTE CJIy4YaeB He MPebsBIIsIN ka0,
YTO yKa3bIBaeT Ha HEBBICOKYIO INAaTHOCTUYECKYI0 3HAYMMOCTb KPUTEPHUS.
BhisiBIeHa TeH/ieHIIUST K GoJiee BBICOKOI 4acToTe HapyuleHWd (QyHKIMU
paBHOBeCU Y fieTell ¢ aHOMaJIMAMU pa3BUTUA cocyzoB [113].

Y3AT cocynoB roJIOBHOTO MO3ra, IpoBesieHHas y nogpocTkos ¢ JICT,
BBISIBUJIA Pa3/IM4YMs B YaCTOTe BCTPEYaeMOCTH IOBBIIMIEHHOTO apTepu-
aJIbHOTO TOHYCAa Y I'MIepKUHeTYecKoro ThIa KpoBoToKa: 37 % B rpyImme
¢ BeipaxxenHo#t [ICT, 58 % B rpynmne ¢ [ICT yMepeHHOI BbIpaKeHHOCTH
u 28 % B KoHTpOJE [126].

ITo JaHHBIM MHOTHUX MCCJIeJOBAaHUI, OZIaBIIsIIOIIee OOJBIIMHCTBO Ma-
nueHToB ¢ JICT oTMeyaloT CHU)XeHWe HaCTpOeHHUsd, MOTeplo OLIyLleHUs
YIOBOJILCTBUSI U MHTepeca K JieATelbHOCTH, SMOLMOHAJIbHYIO JTaOUJIb-
HOCTb, TOBBIIIEHHYIO TPeBOXHOCTb. CJeACTBUEM 3TOTO ABJAETCA Orpa-
HUYeHue COLMaNbHON aKTUBHOCTH, YXY/IIeHre KauecTBa JKU3HU 1 3Hauu-
TeJIbHOe CHIDKeHUe COIMabHOM afanTtanuu [146, 267, 268].

Hesponoramu noz pykosogcrsom T. M. Kaaypunoit u M. JI. Yyxio-
BUHO¥ 06cnenoBano 119 pereit ¢ ICT, mpoxoauBIIMX aMOyIaTOpHOe 06-
CcJleloBaHKe B JIETCKUX JMarHOCTUYecKux LeHTpax CaHkt-IletepOypra.
Haubonee 4yacTbiM (aKTOPOM, OTATOLIAIOIMM TedeHUe OepeMeHHOC-
TH, SIBJISIIACh Yrpo3a TpepbhiBaHUS GepeMeHHOCTH Ha Pa3HBbIX CPOKAaxX
(45,2 % — Ha paHHUX cpoKax U 54,2 % — Ha no3fHux). Ha nepsom rogy
Xu3HU 86,8 % IeTeit HabOMIOAINUCH HEBPOJIOTOM C JMAarHO30M THIIOK-
CHUYeCKU-HIIeMrudeckoil sHedanonatun. CHHAPOM JIBUraTelbHBIX Ha-
pyueHuii ormevasucsi y 51 %, runepo3byaumoctu y 10,2 %, 3amepxka
IICUXOMOTOPHOTO pas3BUTUA Y 8,2 %, CyZOpPOXXHbIe NPUCTYIBI pa3ivy-
HOro reHe3a — y 8,2 %, 3aziepxKa npezapedeBoro passurus — y 12,3 %
neteil. B pesynbraTe aHanu3a pOAOCIOBHBIX BBICHEHO, YTO MallMeHThI
VIMEIOT JIOCTOBEPHO GoJiee BBICOKHMIA 0OOOIIEHHBIN TeHeTHYeCKUil PUCK
pasBUTHUA COCyAUCTON maTtosnoruu. Tak, puck BosHUKHOBeHud I'b y ma-
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nuentos ¢ JICT Beime B 2,1 pasa, UBC B 6,4 pa3a, HapylleHUs MO3ro-
BOTO KpoBooOparieHus B 3,3 pasa, caxapHoro auabera B 6,4 pasa, 4em
B KOHTPOJIbHOU rpymnie. CHHAPOM TOJIOBHOU 6oyt oTMedascs y 42,8 %
naureHToB. [Tpu nposesenuu Y3/II' coCynioB 1€ U rOJIOBHOIO MO3T'a Bbl-
ABJIEHBI CJIeflyIolye U3MeHeHN: HapylleHns reMOJUHAMUKY AU3peryis-
TOpPHOrO TUIa y 49 % nauueHTos, BeHO3Has aucremus y 27,4 %, Hefocra-
TOYHOCTb MO3BOHOYHBIX apTepuil y 23,5 %, TUNepPTOHYC LepeOpaTbHbIX
cocyzioB y 15,6 %, aHOManuy BbIXOZla MIO3BOHOYHBIX apTepuil y 7,8 %,
BepTeOpOreHHbIe BIMSAHUS Ha 1lepeOpajbHyI0 reMOANHAMUKY JHarHoC-
tupoBanu y 11,7 % mnaumentos. IIpu o6cnenoBanun IIOIT y manyieHTOB
¢ )xanob6aMu Ha TOJIOBHYIO 60sb y 45,1 % nereii BbIsiBIeHa MAaTOJNOTHUS
KpaHuOBepTeOpanbHOU ob6actu: aHomanusi Kummepnu (Kimmerle), cu-
HOCTO3 IIeMHBIX T03BOHKOB, aHOMaJIusi ApHosbaa — Kuapu, HecTabuiib-
HocTb IIIOIIL. Y gereii no 12—13 et usmenenusd co croponsl IIIOIT oTme-
qanuch B 40,7 %, a y IOAPOCTKOB GoJiee cTapiiero Bozpacta — B 53,8 %
Habmozenuii. IlaTonorusi KpaHUOBepTeOpaJbHON 06acTy SIBISNACH
Ipeapacroaranimm GakTopoM Ui Pa3BUTHSA AUCLHUPKYJIINH B T03BO-
HOYHBIX COCyZiax (UTO MOATBEPXKAeTCs M HAIMMU IaHHbIMH ). Hanbosee
94acThIM CUMNTOMOM Y TauueHToB ¢ JICT Obia MbIlIeYHasi TUIOTOHHUS.
HeBposoruyeckue xano6sl NpeAbABasaioT 94,9 % o6cie[0BaHHBIX J€Teid.
ITpu 06cie[oBaHUY BBISIBIEH LIEJIBIi Psifl HAUOOJIee YacTo BCTPeYaroInX-
sl CHHIPOMOB — TOJIOBHOU G0JIM, JOPCOMATHIA, MBIIIEYHO!N THIIOTOHUH,
B/I. CorniacHO MeXIyHapOJHO! KIacCcupUKaluy roioBHoii 6omu, 70,6 %
006CJIeZIOBaHHBIX JieTeil UMesu 60U COCYIICTOTO reHe3a. BhisBieHbl u3-
MeHEeHUs II03BOHOYHMKA: CK0J103 Y 60,0 %, FOBeHUJIBHBIN OCTE0XOH/PO3
y 16,5 %, xudo3 y 16,5 %, spina bifida y 9,6 %, necrabunbHocts [IIOTT
y 13,0 %, rpoxu LIMopas y 3,8 %, mepexofHbIi TI0MOO0CaKpaIbHBIH 103~
BOHOK Yy 0,9 %, nmonseiBux C,C, y 0,9 %. Hapsay ¢ HEBpOJIOrMYeCKUMU
npossieHuaMy, npu JICT oTMeyaeTcs MaToNOrKs ONOPHO-ZABUTAaTebHO-
ro ammnapara B 96,6 %, CCC — 93,2 %, )KKT — 76,5 %, MoueBbIZieNUTeNb-
HOU — 32,7 %, nIbIxaTeabHOMU cucteMbl — 4,2 % [146].

ITo manueM 2010 r., y 38 mogpoctkoB ¢ JACT pucniacTuyeckue us-
MeHeHus IIIOII BeisBieHsl B 42,1 % cny4aeB, aHomanuu Kummepnu —
B 15,8 %, aucmiacTu4ecKuii poTaliiOHHbIN MOABBIBUX — B 7,9 %, HecTa-
6unbHoCTh ITOTI — B 68,4 %. V 63,1 % ;ereit OTMe4eHbI MPU3HAKY Jie-
dbopMupyOIIero CIOHAUIOAPTPO3a, ¥ 34,2 % — paHHHe PU3HAKU MeX-
MI03BOHKOBOTO OCTEOXOHpOo3a [258].

Ocoboe mecto cpenu uccnenoBanuii [ICT 3aHUMAIOT TPY/bI Tpe/CTa-
BUTeNel mKobl npodeccopa 3. C. Bapkarana u3 Baphayna. B Hacros-
1iee BpeMsi Hay4yHast paboTa MPOBOJMTCS MOZ PYKOBOJCTBOM Ipodeccopa
A. B. CyBOpOBO#i Ha CTBhIKEe I'eMOCTa3MO0JIOTAY, MOJIEKYJISIPHON TeHEeTUKU
1 HeBposioruu. CoTpyaHuyas ¢ 1995 r., Mbl IMeeM BO3MOXHOCTb COTJIaco-
BBIBATb CBOM JIeHCTBUS, IBUT'AsCh BO MHOTOM CXOZIHBIMH, HO BCe JKe pa3Hbl-
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MU nyTaMU. Tak, “HTepecHOe KcciefloBaHue, 3akoH4eHHoe B 2010 1. [226],
TI03BOJIMJIO CZeJIaTh 3aKJIF0YEHHE O TOM, YTO 11epeOGpPOBACKYJISPHYIO MaTO-
noruto y nereii ¢ JCT GopMUpYIOT clieflytomye OCHOBHbIE KOMITIOHEHTBL:
narosnorua IIOIT u acumMMeTpusi KpOBeHANoOJHeHUsI C MCXOJOM B Bep-
TeOPOOA3UIISIPHYIO ¥ CTBOJIOBYIO HEIOCTATOYHOCTD; BPOXKIEHHAs HEIIOJIHO-
IIeHHOCTh KOJIJTareHa 1 Cy63H/I0TeNHs COCYANCTOM CTeHKH C MCXOZIOM B Be-
Ho3HyIo qucdyrakimio; [T BCA, yacTo B coYeTaHUH C Pa3INIHbIMU aHO-
MasMsIMY I03BOHOYHBIX apTepuii U Cpe/iHel MO3TOBOIA apTepuy € UCXO0M
B KOTHUTHBHbIE PACCTPOMCTBA U HAapyLIeHHs MO3TOBOTO KPOBOOOpAIlleH ST,
peasu3alyisi HacJIeICTBEHHBIX TPOMOODIIINI ¥ TPOMOOLMTONATHI C UCXO-
JIOM B HapyIIEHUs] MO3rOBOTO KPOBOOOPAILIEHHSI.

2.8.2. CobcTBeHHbIe pe3yAbTaTbl 0OCA€AOBaHMUS
HEepPBHOWN CUCTeMbI

2.8.2.1. Pe3ybTaThl HEBPOJIOTNYECKOT0 00CIIeIOBAaHNUSA
JeTel ¢ AMCNIa3UsIMH COeTUHUTEIbHOM TKaHH

Cpenu pereit 1-it u 2-# rpynn xano6bl HEBPOJIOTMYECKOTO XapaKTepa
cocTaByA0T 0Koso Tpety (30,1 B 1-ii rpynne u 36,7 % Bo 2-1 Ipymme).
Cpenu fieteit 3-i rpynIbI OHY COCTABIIAIOT 58,1 %, 4TO 00YCIIOBIIEHO BBICO-
KoM yacroroii nedanruii y fereit mpu HIIJI. Kpome HIIZT (23,5 %), metsam
1-1 rpynnsl 0CTaTOYHO PEAKO BBICTABJISIIMCH OCHOBHBIE HEBPOJIOTUYECKHE
nuarsosel (10,8 %). HeBposnornyeckass MaToIOrUsl HEYacToO NpeBajupyeT
B cTpykType JICT, HO B psAfe cy4aeB CTAHOBUATCSA COMYTCTBYIOIIEH.

ITpu HeBposormyeckoM obcieoBanuy aeteit ¢ JCT HaMu BbISABIIEH
pAx HauboJee YaCTO BCTPEYAIOIIMXCSA CHHAPOMOB — TOJIOBHOH 06oH,
MBIIIEYHOM TUIIOTOHWY, BereTaTUBHON AucyHKIMU. Beero HeBposorom
ocMoTpeHo 123 pebenka 1-it rpynmel. IIpu HEBPOJIOTHMYECKOM OCMOTpE
y 6onbuvHCTBa feteid (58,5 %) BBIABIANIACH MUKPOCUMITOMATHKA pe-
3UyanbHOro rese3a. CaMbIM 4acTbIM CUMITOMOM y nauueHTtos ¢ JICT
ObLTa MbleyHas TUIOTOHUA (42,3 %), dalle ¢ Npu3HaKaMu nepudepu-
YeCKOM LiepBUKaJIbHOM HeZIOCTaTOYHOCTH, MOTOPHASA HEJIOBKOCTD, Y ZleTei
1o 8 1eT — 3JIeMeHThI CTepTOH AU3apTpuM (apTUKYIAPHAA AUCIPAKCHUSA).
[pusnaku BJ] Habmonanuch y 84 neteit (68,3 %): 0cOOEHHOCTH JIepMO-
rpadu3ma, MeTe03aBUCUMOCTD, HAPYLIEHHUS CHA, JTUTTOTHMHUSL.

2.8.2.2. Pe3ynbTaThl YIBTPA3BYKOBOI Aomuieporpaduu
MarucTpajabHbIX COCYAOB roJIOBbI

[MonaBnsoneMy OONBIIMHCTBY ZieTeit 1—3-il Tpynn BBINONHSAIACH
Y3/ MarucTpaabHBIX COCYZIOB IOJIOBBI B 9KCTPaKPaHUAJIbHOM PeXUMe.
V3T npoBoauiIach Ha AMATHOCTUYeCKOM amnmapare Omnia Sonoline mo
CTaH/IapPTHBIM MeToAuKaM. B rpymnax gereit ¢ JICT Belme 4acToTa 0CO-
6ennocreit Y3/IT, coctaBuBmias 1,79—1,94 Ha ognoro peberka. CaMbIMu
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Y4acTHIMM M3MEHEHUSIMU BO BCeX TpyINax ObUIM acMMMETPUsl U/Wju
CHIDKEeHHe CKOPOCTU KPOBOTOKA B II03BOHOYHBIX apTepusx (ITA), acum-
MeTpHUU KPOBOTOKA 10 BHyTpeHHe#l (BCA) u 00IIMM COHHBIM apTepusiM
(OCA). B 1-ii u 2-ii rpymnmax 4acTo HabJOAaIuCh U3ruobl [TA, acuMMmeT-
pusl U/WUIK HapylleHWe BeHO3HOrO OTTOKa IO sipeMHbIM BeHaM. B kaue-
cTBe LPOBOro MOKa3aTesIs, Pa3Inyus 0 KOTOPOMY He0OX0MMO ObLI0
TIIPOBEPUTDb, MBI BBIOPATN MHZIEKC PEe3UCTEHTHOCTH COCYZOB, IPEeZIOJo-
KUB, 4TO B rpymite fieteii ¢ [ICT HaHHBIi TOKa3aTeslb MOXeET ObITh CHIKEH
BCJIe[ICTBHE YMeHbIIeHUsl YIIPYrOCTH COCYAUCTOH cTeHKH. I'padudecku
nokasarteau Y3/II' MarucrpajabHBIX COCYZOB TOJIOBBI IIPe/CTaBJIEHbl Ha
puc. 27 (cM. IIB. BKJIEHKY).

B 1-ii rpynre 3Ha4MMO yallle BCTpedasach aCUMMeTpUs U/ U1 CHIXKe-
Hle CKOPOCTY KPOBOTOKA B I03BOHOYHOM apTepui (ITA) (64,0 1 47,3 %),
acMMMeTpUA U/WIM HapylleHue BeHO3HOTO OTTOKA 110 SPeMHBIM BeHaM
(34,01 6,8 %). 2-5 rpyma o6HAPY)XUIA PSAZ pa3JINyuuii B CDaBHEHUH C 3-14:
Yale BCTpedasach acuMMeTpus KpoBoToka 1o BCA (44,1 u 27,3 %), iBy-
(8,8 1 0 %) u ogHOCTOpOHHMIT M3rK6 ITA (11,8 1 4,5 %), cOOTBETCTBEH-
HO yallle OKa3ajach U CyMMapHas 4acroTa usru6os ITA (20,6 u 4,5 %).
3HauMMO 4allle OTMeYaJuCh aCUMMeTPHs U/WUX HapylleHWe BeHO3HOr'0
OTTOKa IO ApeMHbIM BeHaM (23,5 u 6,8 %), HapylleHus TeMOAUHAMUKH
¢yHKMoHanbHOTO Xapakrepa (17,6 u 6,8 %). Yacrora M3MeHeHMi Ha
Y3AT Bbie B rpymnie geteid ¢ JICT, Ho napayutenusma ¢ tsxectsro [JCT
He BBIABJIEHO. BelMuMHbI NH/IeKCa Pe3UCTeHTHOCTH B IPyNNax 3HAYUMO
He pa3/inyajuch, UX CpefiHUe YKUCIOBble 3Ha4eHUS B COOTBETCTBYIOIINX
OTZeJax COCyZ0B OIU3KM APYT K APYTY.

B cocrae 1-i1 rpymnmel BbiZesieHa MOATPYMIA la ¢ 4uciaoM 6ajsioB
40 u Gosee, 3HAYUTEBHOU BhIpaXKeHHOCTbIO mpusHakoB JICT. ITo pe-
3ynbraTaM Y3/ITI' qacToTa 0coOeHHOCTel B IOATPYIIIe He OTIMYaeTcs OT
rpymnsl B 1esaoM. ITo cpaBHeHMIO ¢ JaHHBIMHU 3-ii TPYIIIbI 3HAYMMO Yalie
BBISIBJIEHBI OZIHOCTOPOHHMIA n3rub ITA (13,5 u 4,5 %) 1 acuMMeTpusi /Ha-
pylieHe BEHO3HOTO OTTOKA IO speMHbIM BeHaM (21,6 u 6,8 %). Takum
00pa3oM, yBenn4yeHUs CTeneHH M3MeHeHuid Ha Y3/II' B 3aBUCUMOCTH OT
gycia peHoTUnMIeckux nposieaeHuil JICT He ObLIO BLISBIIEHO.

C uenblo BBICHEHHMS KOHKDPETHBIX NPUYUH TOJIOBHBIX 0OJieil MbI
TIPOBEJIU aHAJIN3 UX COYETaHUil ¢ u3MeHeHUAMU Ha Y3/IT, BbIOUpas mpu-
3HAKH, MeX/y KOTOPBIMH MOKHO OBIJIO MpeAINoJaraTb HajJudue CBS3U.
YBeJIM4eHs YacTOTHI TOJIOBHBIX 00JIeil Mpu Hanuuny u3meHenuit Y3AT
He BbIABJIeHO. Y3/II' MarucTpaabHbIX COCYAOB TOJIOBBI He fBJISETCS HUH-
(dOpMaTUBHBIM /17 BLISICHEHUS IPUYMH FOJIOBHBIX 60J1eit y neteii ¢ [ICT.

YuuTbIBasg BaXXHOCTb JJAHHBIX, Pe3yJbTaThl CONOCTaBIeHUS YaCTOTbHI
TOJIOBHBIX 60J1eit u pe3ynbraToB Y3/I v peHTreHorpaduu ObLIM 0JBEpr-
HYTbl KOPPeJALMOHHOMY aHaau3y. CXOAHBIe [aHHble IO pe3yJibTaTam
pentrerorpaduu [IIOII npezcTaBieHsl B ogpasz. 2.7.2.
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CorocraByieHue coOYeTaHus TONOBHBIX 6osieil 1 pe3yabraToB Y3/I Ma-
TUCTPaJIbHBIX COCYZOB IOJIOBBI HE COOTBETCTBYET HOPMaJIbHOMY Xapakre-
Py pacnpe/iefieHus AaHHbIX. /171 3aKCH MBI UCIIOJIb30BAJIH 3JIEKTPOHHYIO
TabJIMIy C 3aMUCHI0 IBOUYHOTO KOJA, TIO3TOMY KOPPEJIALMOHHBIN aHaTU3
IPOBOZMJICS IPH IIOMOIIY MAKeTa CTaTUCTHYeCKX porpamm Excel ¢ BbI-
JncIeHreM Ko3gpduuuenTa Koppensuuy pauros CiupmeHa (7,), KOTOPbIi
IPYMeHsAeTCS K TMOPAAKOBBIM [aHHBIM, T. e. fABJIAeTCs HelapaMmeTpude-
CKVM.

Jlnsg aHanM3a KOPPEJALMOHHBIX B3aMMOCBSA3eil TOJIOBHBIX 0oIeil
¥ JaHHBIX Y3/ GbUIM B3SITHI PE3yJIbTaThl BCEX TPEX IPYIIN, TaK KaK YMCII0
ZieTeli ¢ TOJIOBHBIMU OOJISAMU U YKCIIO JleTell ¢ ipoBesieHHON Y3/IT' 6bLIO
ZIOCTAaTOYHBIM AJISI CTaTUCTUYECKOTO aHanu3a KodgduuueHTa Koppens-
uuu paHros Crnupmena. ITo 1-i 1 2-# rpynnam 3Ha4MMBIX KOPpesAnni
BBISIBJIEHO He ObLI0. B ciydae 3-i rpynmsl ycraHOBJeHa cnabasi oTpuna-
TeJIbHasl CBSA3b aCUMMETPUU KPOBOTOKA 110 BCA ¢ 4acTOTO#1 rOJIOBHBIX 60-
nieit. CyMMupys BbILIIeONMCaHHOe, MOXKHO CKa3aTh, YTO HAMY He BbISBJIeHa
TOJIOXKHTeJIbHAS B3AUMOCBSI3b YaCTOTHI TOJIOBHBIX 00JIell ¢ U3MEHEHUSIMU
npu Y3/II' MarucTpaabHbIX COCYZOB rojossl y gereit ¢ [ICT.

2-1 ¥ 3-g rpynmbl 6ojee Mano4MCIeHHBI, peHTreHorpadus IIOII
B HUX BBINIOJIHAJNACH pexke. B ciyuyae HOpMaJbHBIX MOKa3aTeseil remo-
IOVHAMUKY 1 QYHKIMOHAIBHBIX HAPYIIEHUSX IeMOJUHAMUKU CBS3M HE
BbIsABJIEHO. TaKoil Ba)KHbIH I0OKa3aTesb, KaK aCUMMeTPH KPOBOTOKA I10
BCA, viMeeT cpeiHIOI0 MOJIOXUTEbHYIO CBsA3b ¢ noabiBuxoM C,C, uru-
nomnnasueit 3y6oBuiHOro oTpoctka C,. ACMMMeTpHs KpOBOTOKA 10 061eit
connoii aprepuu (OCA) HOJNIOXUTENbHO CBsi3aHa C HECTAOUIBHOCTBHIO
IIOII, acuMMeTpusa U/UIK HapylleHre BeHO3HOTO OTTOKA 110 SpeMHbIM
BeHaM — ¢ HapymeHueM cratuku ITOII mo tuny kuo3a,/ckonmosa.

TakuM 00pa3oM, NOJNOXKUTEIbHAsA MaTeMaTHyecKas CBA3b aCMMeT-
puu kpoBoToka 1o BCA ¢ nozxsbiuxoM C,C, M runoniasueii 3y60BUAHOTO
orpoctka C, sBnisieTcs1 JokazaHHoi. Ipynme u3 111 npaktuyecku 310po-
BBIX Ka/leT TaKXke ObUIo poBesieHo Y3/IT MarucTpaabHBIX COCYZIOB IOJIO-
Bbl. Yacrora acumMeTpru KpoBoToka Ha OCA B rpynmax Kaziet ¢ pyHKIu-
OHaJIbHBIMH Ka100aMH U 3I0POBBIX He pa3inyanack. dacTora acuMMeT-
puu kpoBoToka Ha OCA y KaJieT 3Ha4MMO HUKe, 4eM y O0bHbIX 1-i, 2-i
u 3-1 rpynn. Yacrora acummerpuu KpoBoToka Ha BCA B rpynnax Kazer
¢ OYHKUMOHAJIbHBIMY JKaJ00aMU ¥ 3/J0POBBIX TaK)Ke He Pa3inyajach.
CymMapHas 4yacToTa acCUMMeTpHil KpoBoToka Ha ITA B rpymmax kajeT
¢ pyHKUMOHANBHBIMY Xanobamu (60,8 %) u 310poBbIX (53,4 %), ONATH
e, He 3HaUUMO pasjnyajach. JlaHHbIe IOKA3aTelIu CONOCTaBUMBI C pe-
3y/nbTaTtaMu jieteit 1-it v 2-i rpymm. YactoTa u3ruboB apTepuii B rpymmnax
KazZieT ¢ QYHKIMOHAIbHBIMU XaJ00aMy U 3/J0POBBIX TaKXKe He pa3jnya-
nack. CymMMapHasi yacTota u3ri6oB I1A B rpyre 310pOBbIX KaZeT HUXe,
4eM B 1-11 11 2-11 OCHOBHBIX IpyIIax.
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2.8.2.3. Pe3ynbTaThl HElipocOHOrpadpuIecKoro ucciesoBaHNA

[TonasnsoneMy OONBIIMHCTBY A€Tei MCCIelyeMbIX IPYIII BBIOIHSA-
noch HenHBas3uBHOe HCI-uccneposanme. Yacrora HCI-Hapymenuit Ha
ofiHOTO pebeHKa MakcuMmasbHa B 1-i rpymme (0,59) 1 MUHUMaJIbHA B 3-ii
(0,15). HopmanbHble MOKa3aTeau yalle BCTPeyaluch Cpeiu feTeilt 3-i
rpyrmbl. CaMbIMK YaCTBIMU U3MeHEHUSIME ObLIN BeHTPUKYJIOAMUIATALHS
(yaire IBYyCTOPOHHSIS), aCUMMETPHsI OOKOBBIX XKeIyI04KoB. B 1-if rpymie
3HAYMMO Yallle OTMeYaIuCch OAHOCTOPOHHAA (6,5 1 0 %) U ABYCTOPOHHAA
BeHTpUKynoaunarauus (16,5 u 6,1 %), KucTbl napeHXUMsI (4,6 u 0 %).

Hopmanbuasa HCI' B 1-11 rpynme BcTpedasach 3HAYMMO pexe, 4eM
B 3-ii (59,6 u 81,8 %). Bo 2-ii rpymniie 3HaUMMO 4alile BCTPeYaroTCs JBYC-
TOpOHHSs BeHTpuKynoaunatamusa (18,8 u 6,1 %) u QyHKIMOHATbHAS
acuMMeTtpus nonyuapuit I'M (cMelieHue CpeJVHHBIX CTPYKTyp — 6,2
1 0 %). Cy1ecTByeT onpe/ie/leHHbIH apasiennus3M Mexay Tsxectbro JJCT
1 yactoroit usmenenuit Ha HCI. Tpadudecku Hanbosiee HaT/IsAHbBIE O-
kazarenu HCT gmereii uccienyeMbIx Py NpeACTaBIeHbl HA PUC. 28 (CM.
1IB. BKJIEHKY).

HCT 6bLia BhIoIHEHA 28 ieTsiM U3 moArpyImbl 1a. [Ipu conocTaBieHun
J@HHBIX MOATPYIII C TPYNION CpaBHEHWsl, pa3inuyusl ONpeeNsoTcs B Ofi-
HocTopoHHe# (7,1 u 0 %) u AByCTOpOHHEeH BeHTpukynoaunarauuu (17,9
u 6,1 %). Kak u B npeabiaymux ciydasx, npu JJCT napasienusma yBende-
Hust Hapyurenuit HCI mpu HapacTaHuy 6aiibHOCTH He BBISBIISIETCS.

YacToTa BeHTPUKYJIOAMJIATALIMM B IPyNIax KajeT He pa3indaercs,
OHa COINOCTaBMMa C CYMMapHOW 4aCTOTOM BeHTPUKYyJIOAWJIaTALUXA B 1-1
rpynme (23,0 %), HO 3HaYUTeNbHO MpeBbIIAeT YaCTOTY B 3-ii rpyime.
QyHKIMOHANBHASA aACUMMETpPUA MOJyIIapuil (CMelleHHne CpefuHHBIX
CTPYKTYp) B TpPyIIe C Haau4ueM jXanob QYHKIMOHAJIBHOTO XapaKTepa
3HauuMo Bhllle (x2= 8,64; p < 0,005), yeM cpeay 310POBBIX MOAPOCTKOB.
OyHKIMOHANbHAA aCUMMeTpUs Moaymapuii B 1-if rpymme BcTpeuyaeTcs
HECKOJIbKO pexe, 4eM B TPYIIIe KaZieT ¢ HaJIM4ueM Xanob GpyHKIMOHAb-
Horo xapakrepa (x?= 5,56; p < 0,02), a 4acToTa ee cpeau 340POBLIX He
OTJINYAeTCs OT TAKOBOM B 3-1 TpymIe.

2.8.2.4. Pe3ynbTaThl 351eKTpo3HNedanorpadpuyeckoro
HCCIIeOBaHUs

[TonassoneMy OONBIIMHCTBY feTell 00CIe[0BAHHbIX TPYIIH BBIIOJ-
Hsmach ODT. JlaHHBII MeTO/ UCCiIe[OBaHusA ObLT UCIIOIb30BaH MO CIIeAy-
IOIIMM IIPUYMHAM: BO-TIEPBBIX, B CBA3U C BbIABJIEHHBIMU HapyLIEHUAMU
nepebpaIbHON reMOIMHAMUKY; BO-BTOPBIX, U3-32 HEJOCTATOYHOM U3y-
YeHHOCTH NIPUYMH BBICOKOM 4aCTOThI BET€TATUBHBIX HAPYILEHWUN y fieTel
¢ /ICT; B-TpeTbUX, Mbl y4IN HAIl OILIT BbINONHeHUA DOI y nereii ¢ HIIJT,
HAKOIUIeHHBIN IIDY BBINIOJIHEHUM KaHIUAATCKON auccepraunu. DOI-uc-
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CJleJOBaHUSA NTPOBOAMINCH U pacin(poBbIBANIUCH JOKTOPOM MeJUIMHC-
KUX HayK A. B. Mupomo60BbIM, aBTOPOM PsZia PYKOBOJICTB 10 JAHHOMY
BOMpoCy [244]. Psj 3akr0ueHNid OTPaXKaeT ero B3IJIAZ Ha pacidpoBKY
Y TPAKTOBKY pe3yabTaToB DO

HopmanbHas D3I yame orMedasnack y gereidl 3-if rpynnsl. CaMbIMU
9aCThIMU M3MeHEeHUSIMHU O103JIeKTPUYeCKO aKTUBHOCTH B TPYIINAX ObUIH
AUCOYHKUUSA CPeIUHHBIX CTPYKTYP, IaTOJIOTMYeCKUe U3MeHeHUs U U3Me-
HeHMs, IOrPaHUYHble MeXXy HOPMOU U maTosorueil. HecMoTps Ha BbI-
COKYIO 4acToTy DOI'-(peHOMeHOB, 3HAYUMBbIX Pa3INuuil Mex/y rpynnamu
He 3aperucTpupoBaHo. Pacmpenenenue nusMeHenuit Ha O9T rpadudecku
npeJicTaBleHo Ha pUc. 29 (CM. 1IB. BKJIEHKY).

ITo TakoMy HecreliupUUeCKOMY IPU3HAKY, KaK AUCOYHKINSA CpeaH-
HBIX CTPYKTYp, IPyNIIbl He paznuyanuch (49,3; 51,4 u 38,9 % cooTseT-
CTBEHHO). BO3MOJXHO, 3TO 0OBACHSAETCSA CONPSKEHHOCTBIO C BEreTaTHB-
HbIMU HapyLIeHUsAMH, OJMHAKOBO YaCcTbIMU BO BCeX TpyImnax.

1-4 rpynna npofeMOHCTPUPOBaja pe3Kue pasiudus B 4acTOTe CHU-
’KeHUS TOJIEPaHTHOCTHU K TUIOKcHYeckoi Harpyske (41,8 u 5,6 %), uarre
BCTpeyaJiach UPpUTaLUA KOPKOBBIX CTPYKTYp (10,41 2,8 %). Bo 2-#i rpyn-
1e, KaK 4 B 1-11, 3Ha4NTe/IbHO Yallle CHI)KeHa TOJIePAHTHOCTD K TUIIOKCHU-
Yyeckoit Harpy3ske (34,3 u 5,6 %), HIKe 4YacTOTa CHWKEHHOTO aKTHUBalU-
OHHOTO ToHyca (8,6 1 16,7 %).

D3I 6blna BHIIONHEHA 26 JeTsSM MOATPYIIBLI 1a, B 9TO# MOArpyImIe
HIW)Ke 4aCTOTa NaTOJIOTMYecKUX M3MeHeHUN DOI U M3MeHeHHWM, morpa-
HUYHBIX MeXZy HOPMOM ¥ IaTOoJIOrHeH; BbIlle 4acTOTa APYTUX U3MeHe-
HU# (10 QYHKIMOHAIBHO-OPTaHUMIeCKOMY THITy) U OCOOEHHO CHIDKEHHs
TOJIEPAaHTHOCTU K TUIIOKCHYecKod Harpyske. ITociienHee sBiseTcsl Ha-
16oJiee 3HAYMMBIM Pa3IMYMeM U 10 JaHHBIM MPeIbIAYIINX CONOCTaBIIe-
Hui. [To cpaBHEHUIO C JaHHBIMU 3-¥ IPYIIIBI HIDKe YacTOTa AUCHYHKIUH
cpefuHHBIX CTPYKTYp (11,5 u 38,9 %), u3MeHeHUH 1O OpPraHUYECKOMY
1 QYHKIIMOHAJILHOMY THIly, 3HaUMMO BbIllle — JPYTUX U3MeHeHUH (38,5
n 11,1 %), 0coGeHHO 3HAYMMBIM SIBJISIETCA CHUDKEHUE TOJepaHTHOCTH
K TUIOKCHUYecKoii Harpy3ke (76,9 1 5,6 %).

MMapannennsm usmeHeHU! Ha DOI B CONOCTABIEHUU C YBeIUYeHHEM
denorunuueckux npossienuit JICT npociexuBaeTcs TONbKO 110 OJHOMY
TI0Ka3aTeJ0 — CHWXEHUIO TOJIePaHTHOCTH K TUIIOKCUYeCKON Harpyske.

DOT mpoBoAMIACk U B IpymIle KafeT. YactoTa n3mMeHeHunid DOI B rpyI-
nax zietel ¢ jxanob6amu QYHKIMOHAIBHOTO XapaKTepa U 30POBbIX KazleT
IPaKTUYeCKU He pa3anyaiach. HeT 3HaUMMBIX pas3juuuii ¥ C AaHHBIMU
1-i4, 2-i 1 3-11 OCHOBHBIX Ipymni. YacToTa NOrpaHUYHbIX MEXYy HOPMOKI
¥ nartosiorveil usMeHenuit DOI' B rpynmne QyHKIMOHAIbHBIX HApYIIEHUI
3Ha4YMMO BBIIIe, YeM Y 3/10pOBbIX KazeT (x* = 8,74; p < 0,005). B rpyn-
e KaZIeT 4acToTa MOTPAaHWYHBIX (QYHKIMOHAIBHBIX HAapyLIeHWH BBILIE,
4eM y NIpeZicTaBUTe el TpeX OCHOBHBIX IPyIIl (MeKy HUMU pasInduil He
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OBLIO BBISIBJIEHO). Pe3y/bTaThl B TUX IPYIIIAX CONOCTABUMBI C TAKOBHIMU
y 370pOBBIX KazeT. YacToTa JUCHYHKIMU CPEJMHHBIX CTPYKTYpP B 00enx
HOATPYIIaxX KazeT He pasnudaercs. OfHAKO 4acTOTa AAHHOW JUCPYHK-
LMY B TPeX OCHOBHBIX IPYMINAaX 3HAYUTENBHO BbIIIE, YTO MOXKXHO 0OBSC-
HUTb 3HAYUTENILHO OOJIBIIEH BBIPa)KEHHOCTBIO BereTaTUBHbIX HAPYIIeHUi
B IpyIIax rOCIUTaIN3UPOBAHHbIX JieTell.

BbUM BbICUMTaHBI KO3 UIIMEHTHI KOPPeJISLUK Hanboiee YacThIX 13-
MeHeHUi Ha DOI u nu3MeneHuit Ha Y3/II' MarucTpanbHbIX COCYZI0B FOTIOBBI
cpenu peret 1-i rpynmnel. Koppensauuu nsmeHennii Ha 990 u Ha Y3[T
MarucTpanbHbIX COCYZIOB TOJIOBBI CPeA ZieTeid 1-1i rpymbl He BBISABIIEHO.

Takum 00pa30M, HAMH BbISIBJIEHBI CJIEAYIOLIME 3aKOHOMEePHOCTH:

1) B rpynne geteit ¢ [ICT, no cpaBHeHHUIO C IaHHBIMU 3-ii TPYIIIbI,
yalie BCTPeyaroTCs apTepuajbHble U BEHO3HbIE reMOANHAMUYECKHe 13-
MEHEHUs B 3KCTPAKPAHUAJIbHBIX OTZeIaX MaruCTPaIbHbIX COCYZOB I0JIO-
BbI: ACUMMeTpUS U/UJU CHU)KeHHe CKOPOCTH KpoBoToka mo ITA, acum-
MeTpUA 1,/WU1 HapyllleHre BeHO3HOTO OTTOKA I10 ApeMHBbIM BeHaM. MeHee
XapaKTepHbI acuMMeTpHsi KpoBoToka o BCA u u3ru6s ITA. Yacrora
ocobenHocteii Ha Y3/IT Bbiute B rpymme aeteit ¢ [JCT, HO napajieni3ma
¢ TsoxecTbio ICT He BBISBJIEHO.

2) V pereit ¢ ICT He HpOCTIEXMBAeTCs yJallleHusl TOJIOBHBIX OoJIeit
Ipy U3MeHeHuAX Ha Y3/II' MarucTpaibHbIX COCYZI0B TOJIOBBIL.

3) BbiABJeHa 3HayMMas IOJIOKUTeIbHAs KOPpeNALMOHHAs CBS3b
acumMmeTpuu KpoBoToka BCA ¢ moassiBuxom C,C, v runomnasueii 3y6o-
BuaHOro orpocrka C, y nereii ¢ ICT.

4) Y peteii ¢ ICT Bblme, yeM y fieTeii 3-1 rpymIbl, 4acToTa HEHPOCo-
HorpagmyecKnx N3MeHeHHUH: OIHO- U IBYCTOPOHHE! BeHTPHUKYJIOIUIaTa-
1Y, KACT TapeHXUMBI.

5) B rpynnax gereii ¢ JICT 4dame, 4em y fieteid 3-1 rpynmel, BCTpe-
Jarorcsl Hapyuenusi DOT. Hanbosiee BaXHbIM pa3inyreM SIBJISETCS CHU-
YKeHHas TOJIEPAaHTHOCTh K TUIIOKCUYeCKOU Harpyske.

2.9. Aucnaazmm COeAMHUTEAbHOM TKaHU
M HapyleHus: CUCTeM KPOBU MU HMMYHHUTETA

2.9.1. CBs13b AMCIIAQ3UMI COCAMHUTEABHON TKaAHU
M HapyleHnn CUCTem KpOBU U UMMyHUTETA

T'emopparu4eckuii CHHApPOM. Yucj0 coueTaHUi aHOMaIUi KOCTHO-
cycraBHoro annapara, CCC, HepBHOI cucTeMbl, 3peHus1 (3KTONUSA U BbI-
BUXM XPYCTaJIMKA U JIp.) C KPOBOTOYMBOCTHIO, HAPYIIEHUAMH PYHKIUH
TPOMOOIIUTOB U COCYZMCTOrO IeMOCTa3a OrPOMHO. IIpM HamM4uM Kpo-
BOTOYMBOCTH HEOOX0AMMO 00palath BHUMaHue Ha GU3UIECKUii CTaTyC
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OOJIbHBIX, HAJINYKE CKEJIETHBIX, CyCTABHbIX, MBIIIEYHBIX U KOXKHBIX aHOMA-
ymii. OZHUM U3 [IepPBBIX 3TO 3aMeTuJI Mpodeccop 3MHOBUI COTOMOHOBIY
Bapkaras, npeyoXUBLINI TEDMUH «TeMOpparndeckiie MeseHXUMasbHble
pucninasun» (IMT) [42, 43]. lanbHeliee pa3BUTHe 3TO yYeHuUe ONydu-
JI0 B TPyZax ero y4eHUKOB U NocJiefioBaTeneii [224].

I'M/], sBAAI0TCA IPyNIION reMOpparndecKux Juate3oB, OTINYAIONeii-
sl OT KOAaryJomnaTtyii, Ba30maTuii 1 TpoMbouuTonaTuii. Baxxueiimmei ot-
JIMYUTENILHOW 4ePTOH SABJIAETCS COYeTaHHBIN XapaKTep HapyLIeHUH IIpu
IepBUYHOM POJY HENOJHOLEeHHOCTH Me3eHXMMaJbHOTO JIUCTKA, B 4acT-
HOCTHU CTE€HOK COCYZIOB, IPM 3TOM MOPaXaloTcs BCe 3BeHbsl CUCTEMBbI re-
MocTaza. YacTbiMu nposiBieHusiMu I'M/I sIBISIFOTCSA €1a60CTh CBS30YHO-
ro ammapara, IMIep3JiacTo3 KOXH, poJiabupoBaHue CTBOPOK KJIallaHOB
cepaua, HapymeHus ckesera. OcobenHo st M/I xapakTepHO coueTaHie
HeCKOJIbKUX TUIIOB KPOBOTOUMBOCTH [42].

TeMopparuveckue TpPOSIBJIEHUsI SIBJISIOTCA OJHUM U3 OOJUTaTHBIX
CHH/IPOMOB CUCTeMHBIX Me3eHXMMaJbHbIX AUCIIa3ui, XapaKTepu3yoTCca
pPaHHUM 7Ie0I0TOM ¥ PeLAMBUPYIOMIUM TedeHrueM. 110 CTPyKType Hapy-
IIeHUH B cUCTeMe TeMOCTa3a OHU BecbMa HeOZHOPOZHBI (aHTHONAaTUN —
12,3 %, TpombonuTonaTuu — 25,5 %, cunapom Busnebpanaa — 11,5 %,
reMopuinus — 4,3 %, ux KomobuHauu — 45 %). K1uHu4eckuMu 5KBUBa-
JIeHTaMU YKa3aHHbIX HapyiieHuii B 88,5 % ciyyaeB ABIAIOTCA PeLUAUBU-
pylolre reMopparudeckue nposiyieHus. Y 60bHbIx ¢ JICT 6bLIM omvica-
HbI TPOMOOLIITAPHBIE AUCOYHKIUH, TPOSIBISABIIAECS KJIMHUYECKH B BUIE
JIETKOTO TeMOPParuyeckoro CMHAPOMA, a JIabopaTOpHO — Kak Hapylie-
HUS1 PeaKL[1Y BbICBOOOXK/IEHUs U CHY)KEHUS arperalyy TPOMOOIIUTOB MO
neiicTBreM KoJutareHa. C BO3pacTOM IOBBIIIAETCS YacTOTa TPOMOOTHYeC-
KUX OCJIO)KHeHU. XOpoIo U3BeCcTHble KINHUIMCTaM [TPOSIBIEHUS MUK-
POLIMPKYJIATOPHOTO TUMA KPOBOTOYMBOCTHU: TIETEXHU U CKIIOHHOCTH K 00-
Pa30BaHMIO 3KXMMO30B, HOCOBbIE KPOBOTeUeHN 1, KPOBOTOYMBOCTh JleCeH,
KPOBOU3JIMSHUSA B CKJIEPBI X HA BUMMBIX CJIM3UCTBIX 000JI0YKaX, MEHOP-
paruu, MUKporeMarypus Bcrpedarorcsi y 60sbHbIX ¢ [ICT ¢ HaubobImei
yacToToi. KpoMe Toro, BeposATHBI IPOJIO/KUTEIbHbIe KPOBOTeUeHuUs [Py
MeJIKUX [TOBpeX/IeHUsAX, a TaK)Ke HapylleHue UX 3a)KUBJIeHUS, I0CKOJIb-
Ky TIPOIIeCcChl pereHeparnyy HeIoCPe/ICTBEHHO 3aBUCAT OT GYHKIHNOHAIb-
HOIi aKTUBHOCTH TPOMOOLIMTOB. IT0SIBUIOCH JOCTATOYHO OOJIBIIIOE YKCIIO
Ha0JTI0/IeHNii TOBBIIIEHHOH KPOBOTOUMBOCTH Y HOBOPOXK/IEHHBIX B BHIE
OTMCaHHBIX BbIlIe KPOBOM3IMSHUN Ha KOXe W CIU3UCTBIX 000JI0YKaX,
a Tak)Ke BHYTPUYEPeHbIX KPOBOU3IUAHMI 1 KPOBOTOUMBOCTHY MyTIOYHOMN
paHku. Yacrora moZ06HOTO coOueTaHus, 1o JAHHBIM JIUTEPATYPhbl, KOJIe0-
JieTcs B IIMPOKUX ITpefiesiax U cocTasiset oT 20,2 10 76—78,9 % [224].

Y nauuentoB ¢ JICT BTOpoe MeCTO MO yacTOTe 3aHMMaeT CMeIlaH-
HbI, MUKPOLMPKYAATOPHO-TEMaTOMHBIM THI KPOBOTOUMBOCTU. OH Ha-
6monaercsi mpu coderannu [CT u cunppoma BwuieGpanma. ®akrop
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Buie6panza (OB) yyacTByeT Kak B TPOMOOLIMTAPHBIX, TaK U B MJIa3MeH-
HBIX PeaKIUsX reMOoCTa3a, I03TOMY B OJJOOHBIX CJTy4asix, KpoMe Mepeduc-
JIeHHBIX Bblllle CUMITOMOB MUKPOLUPKYIATOPHOTO TUIA KDOBOTOUYMBOCTH,
OTMeyaeTcsl CKJIOHHOCTb K 00pa30BaHMUIO 'eMaToM, B TOM 4ucIie Kedasiore-
MaTOM y HOBOPOXZIeHHbIX. KpoBoTeueHUs1 MOTYT OBITH OOMIbHBIMH, MTPO-
TOJDKUTENIbHBIMU U YaCTO UMeIOT PelUAMBUPYIOIIHIA XapaKTep.

ITpu oxHoM u3 TunoB COJl ommcaHO fABJeHHe JepMaToCHapaKcu-
ca — OTC/IauBaIOWAACA PBYIAACA KOXa, CIOHTAHHble KPOBOTEYeHUs
U KpoBoM3NuAHMA [232]. JliA WIMOCTpalMy XapakTepa remopparude-
ckoro cuuapoma y 326 nereii ¢ ICT B Tabi. 15 npuBoauM HaOJIOAEHUS
A. B. CyBoposoii [16].

Tabnuya 15
Knuanveckas xapakTepuCTHKa reMOpparu4ecKoro CHHapoma
y aereii c ICT
KnurHudeckue nposiBieHus 6KOH_BO %
OJIbHBIX

HocoBble KpOBOTeYEHNS NPOJOJDKUTEIBHOCTBIO [0 3 4 287 88,0
HocoBble KpOBOTe4YeHHMsI, OCTAHOBJIEHHbIE C TOMOIIBIO TaMIIO- 6 1.8
Ha/ibl, TPOJIOJDKUTELHOCTBIO BoJTee 3 4 ’
KpoBoTeuenus n3 neceH 6 1,8
MeHopparuun 13 4,0
KpoBoTeveHust U3 TYHKH yAAJIEHHOTO 3y0a 4 1,2
Mukporemarypus 37 11,4
KoHTaKTHbIe KDOBOTEYEHU IIPU S3H0CKOIIUY 3 0,9
JlnTenbHbIe KDOBOTEUEHUs IIPU PAaHEHUSAX A3bIKa 2 0,6
ITocneonepanOHHBIN FeMOTOPAKC ITOCJIE TOPAKOIJIACTUKI 4 1,2
ITeTexuu 1 5KXMMO3bI 164 50,5
KpoBousnusanus B cKiepy 4 1,2
TemaTOMBI 10 3,0
TemapTpo3b1 3 0,9
3Ha4yuTeIbHble KDOBOIIOTEPYU BO BpeMs OIlepaLuii 2 0,6

ITo pesynbraTtam uccaefoBaHus 243 B3poCiabIX maunueHtoB ¢ I'MI,
HOCOBble KPOBOTeYeHUs OTMe4anch y 75,7 %, meHopparuu — y 34,6 %,
¥ 2,5 % GosMbHBIX ObIO KpOBOXapKaHbe U Y 2,1 % — KPOBOU3NUSAHUS
B CeTYaTKy r1asa. HocoBble KpoBOTeUeHNs TPe06IafialoT B CTPYKTYype re-
mopparudeckoro cuHzapoma npu ICT — 1o JaHHBIM MPaKTUYeCKU BCeX
uccyesioBareseil JaHHOU NpobeMbl. [IPUMEPHO Y TPeTH MalUeHTOB OT-
MeyaJsicsl CMeIlIaHHbIN TUI KPOBOTOYMBOCTH [230].
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OcHoBy KpoBoTOYMBOCTU NIpU I'M/I COCTaBJIAIOT HAPYILEHNS 3BEHb-
eB reMOCTa3a, BKJI0Yas AUCQYHKIMIO 3HAOTENNUA, JeUIUT UM aHOMa-
JUI0 CTPYKTYpbl @B, AUCHYHKIHIO TPOMOOLUTOB ¥ ATONIOTUI0 KOHEYHOM
¢asbl cBepTHIBAaHUSA KPOBH, Yallle CBSI3aHHYIO C 3aMe/ITIeHUEeM ITOJIMMepH-
3auuu ¢pubpuHa [232]. I. A. CyxaHOBOI Ipe/yIoKeHa MaToreHeTHYecKast
Knaccudukanusa remopparuyeckoro cunzpoma npu I'MJI [231].

L. T'emoppazuzeckas meneaneuskmasus 6e3 Opyeux HapyueHull 2eMocmasa.

I1. Hapywenus mpomboyumapHozo 2eMocmasa:

a) AUCPYHKLMS TPOMOOLIUTOB

1) au3aperanuoHHbIEe TPOMOOLMTONIATHY, B TOM YKCIIE:
— C HapylleHNeM peaKlyy BbICBOOOXKIEHHUS;
— C HapylleHNeM aire3uy TPOMOOIIUTOB;
— C HapylleHueM peTpaKLIUy CTyCTKa;
— ¢ TpOMOBOIUTOIEHHEH;
2) “30JMPOBaHHOE HapYLIeHUe aire3uy TPOMOOIIUTOB;
3) u301MpoBaHHOe HapyleHue focTynHocTH [1D-3;
4) n301MpOBaHHOE HapylleHue PeTPaKIuy KPOBSHOTO CTYCTKa;

6) TpoMOOLUTOIEHN .

1. lepuyum PB, 6 mom zucne:

— ¢ TesleaHTMaKTa3uel (cunzipom KBuka);

—c HapymeHueMm znoctynHoctu [1®-3 (cunzpom BusneGpanma —

IOprenca);

— C TPOMOOIUTOTIEHHETA.

IV. Hapywenus KoazynayuOHH020 2eMOCMa3a:

1) neduiur GpaKTOPOB CBEPTHIBAHMS KPOBH, B TOM YHUCIIe AePUIIIT
¢axropa X wnu VII npu TAP-cunzipome;

2) IMCIpOTPOMOMHEMHUY;

3) nuchubpUHOTreHeMUH, B TOM YHKCJIe C HAPYIIeHHeM MOJIMMepH-
3a1uu GuOPUH-MOHOMEPOB.

V. KombunuposarnHvie HApyuieHus 8 pasHuiX 36EHbAX CUCMEMbl 2eMO-
cmasa:

1) coyeTaHure TPOMOOLITONIATHY C HAPYIIEHIEeM KOHEYHOTO 3Tara

CBEPTBIBaHUSA KPOBY;

2) coueranue nedpunuta OB ¢ TPOMOOIUTONATHSIMHY;
3) coueranue fepunura OB ¢ HapymeHeM NoTMMepU3auu Gpuob-

PUH-MOHOMEPOB.

Ecnu npyMeHUTh NPUHLIUI paHXXUPOBaHUA, TO TepBOe MeCTO 3aHMMa-
10T TpoMboLMTONaTUH, Bropoe — Aeduuut Gpakropa Bunnebpanzna (OB)
WJI aHOMAJIMY ero CTPYKTYPhl, TPeTbe — HapyllleH!s Ha KOHeYHOM 3Talle
CBEPThIBAHUA.

IIpu obGcnexoBanuu 270 geTeii, CTpaJAlOMIMX HACTECTBEHHBIMH
tpombonutonarusmu (HTII), y 72 (27 %) BbISIBIEHO HATMYKE CUCTEMHOMN
I'M/I. Temopparuueckye NposiBleHNs BO3HUKAIN B cpefHeM 7o 1,5 ner,
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y Zeteil ¢ HaciencTBeHHOI Tpombouutonarueit (HTIT) — B 3—4,5 ropa.
[Tpeo6nafatoT coyeTaHHbIe HAPYIIEHWsI B CUCTEMe reMOoCTasa, B Iia3Me
otMmeueH nedurut Ca, Mn, Mg. Onucanbl npusHaku M/ [252]:

1) reMopparnyecKuil CHHAPOM CMeIIaHHOTO U MUKPOLUPKYIATOPHO-
r0 TUIIOB;

2) Han4ue 6oJiee 5 CTUTM IM39MOpHOTeHe3a;

3) Y3U-kpurepun, noareepxaatomue Hanudue [JCT;

4) KOMOMHMPOBaHHbIE TAOOPATOPHBIE CBUIY.

MauHblii Boripoc uccienosaincsi B CankT-Ilerep6ypre K. U. ITmenny-
Hoii. K dakTopam, oTAronanmmum TpoMOoIuTapHble HapyIUIeH!s, OTHO-
caT cunzpoM BJI, KoTopblil 4acTo oT™Medaercs y feteid ¢ HTII. B/l yame
0OHapyXMBaeTCs MpPU TPOMOOLUTONATHAX BBICBOOOXKAeHUsA. BJl MoxeT
YCUJIMBATh TAXKECTb reMOpparndecKux npossueHuil. ¥ 18 % mereii c HTII
umena mecto JICT [202].

I. A. CyxaHoBoii npu [IMK TpombonuTonatiu BbisiBIeHbI B 66,7 %,
B 40 % — cumwxenue @B, y 43,3 % — HapylleH!s KOHEYHOTO 3Tarna cBep-
ThIBaHUA. [IpU IMCIIACTIYECKOM CKOJIMO3€e AUCOYHKIMS TPOMOOLMTOB
BbIsiBJIeHa B 54,8 %, cHmkenne @B — B 19,4 %. Y 6onbHBIX ¢ TMI B !/,
CJlyyaeB BbIsIBJIeHAa KDOBOTOUMBOCTD Y POJICTBEHHUKOB [229, 230]. B npy-
rOM HCClle[JOBaHUY, ITpoBefileHHOM B BapHayne y 72,5 % geteil ¢ TpoM-
OoLMTONATUAMY, KaueCTBeHHBbIE ledeKThl TPOMOOIUTOB cBsizaHbl ¢ [[CT.
Pa3BuTHe reMopparnieckoro CHHApoMa CB3aHO He TOJIbKO C HelloJHO-
neHHOCTbIO CT, HO ¥ C HECOCTOATENILHOCTHIO COKPATUTEILHOTO MUOGDUO-
PUWJIIIPHOTO anmapaTa TPOMOOIIUTOB U aCCOLIMMPOBAHO C BereTaTHBHBIMU
HapyureHusiMU. [Ipu aTomM Haubosee XapaKTepPHBIMU SIBJISIFOTCS HapyLIe-
HMA Ha TaKOM MHJYKTOP arperauuy, Kak KojareH [237].

OpuuM 13 pacnpocTpaHeHHbIX cuHApoMoB ipu [ICT sABisgercd KoMi-
JIeKC BereTaTHBHBIX JUCPYHKINN. DTO CIYKUT NPUHIUIHATLHO BaXKHBIM
¢daxkToM IIpy pacCMOTPEeHUY M MEXaHMU3MOB Pa3BUTHUS TeMOCTAa3UOMaTHA.
Xopomo M3BecTHa CBsA3b (QYHKIMOHAJIbHOM aKTUBHOCTH TPOMOOLMTOB
U COCTOSIHUA BereTaTMBHOTO OTZeia HepBHOI cuctemsl [9, 10, 22, 237].
BbIJ10 T0Ka3aHo, YTO pa3JnyHble BapuaHThl cuHgpoma B/l y nereit ¢ HTTI
BCTpedYaloTcs ¢ yactoToit 51,9 %, B TO BpeMs Kak B CpefiHeM y feTeit
Poccuy ata BennunHa coctaiusana 19,9 %, focruras y nofpocTkoB 25 %
[201]. M3BecTHO TaKKe, 4TO HajuuKe CUHApoMa BJI cmocobeTByeT pa3Bu-
THIO TPOMOOIUTAPHBIX AUCHYHKIMI AaKe y ULl 63 TPOMOOLMTONATHH,
10 THIY NpUoOpeTeHHBIX TpoMbouuTonaTuit [10, 237]. [IOCKOIbKY CHH-
npoM BJl aBnseTca ofHUM M3 OCHOBHBIX KJIMHUYECKUX CUMITOMOKOM-
miekcoB y nauueHToB ¢ JICT, MOXXHO 0XHZATh Y HUX ONOCPeZOBaHHOIO
ZIeiiCTBUS HA CUCTEMY IeMOCTa3a ¢ peobJiaflaHueM MPOLIecCOB YTHETEeHUST
MeXaHHU3MOB [IepBUYHOTO reMOCTa3a. DTO ABJAeTCs ellle OHUM U3 MyTei
B3aMMOJIENICTBUA MEXaHU3MOB CUCTeMbl IeMoCTa3a C HapylleHUus MU, TU-
nuayHbiMU A1 JICT.
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Bo Bcex cy4asx BpOX/IeHHbIX aHOMaJIMi KOCTeH U CYCTaBOB, CepALa
Y COCYZIOB, 3JIaCTUYHOCTY U IIUTMEHTAlUY KOXHU, HelIPaBUJILHOTO Pa3BU-
THS MyCKYJIaTyPbl ¥ BPOXK/IEHHBIX HEBPOJIOTMYECKUX PACCTPOICTB HEOO-
XOZIMMO THIATebHO COOMpPATh MHAMBUYAJbHbBIA M CeMelHbli reMocTa-
3MOJIOTMYEeCKHIi aHaMHe3, TPOBEePATh COCTOsIHUE reMocTasa. M Hao6oporT,
NpYU HAJIMYUKM KPOBOTOUMBOCTA HEOOXOAMMO OOpauiaTh BHUMaHKHE Ha
dusnYecKuii cTaTyc 60NBHBIX, HATMYKE CKeJIeTHBIX, CYCTABHBIX, MbIIIEY-
HBIX U KOXKHBIX aHOMaui. MOXHO NpeJrosarathb, 4To IIpy HapylleHusaxX
B CTPYKType KoJutareHa I u III TUIIOB mporiecc TpOMOOLMTAPHOM a/ire3un
Oynet HapyIeH. VI3BeCTHO TaKXke, 4TO KoyuiareH akTuBupyet @B, Haxons-
IMICA HEeITOCPeZCTBEHHO B COCYAUCTON CTeHKe. EcM y4ecTs, 4TO UMEH-
HO ero 3Ha4yeHue HauboJiee CyIecTBEHHO B GOPMUPOBAHUY MIEPBUYHOTO
TpoMOa, TO MOYXHO OXXKU/JATh HapyIIeHd GYHKIMOHATIbHON aKTUBHOCTH
tpom6ouuToB mpu JICT 1 No06HBIM KOCBEHHBIM TYTEM.

MexaHU3MBbI CHIDKEHHUS QYHKIMOHAIBbHON aKTUBHOCTH TPOMOOILIUTOB
BCJIE/ICTBAE M3MEHEHHOM CTPYKTYPbl KOJUIareHa He KCYepIIbIBAIOT BeCh
KOMILIEKC HapyIleHWil MepBIMYHOTO 3BeHa remocrasa y 6oibHbix [[CT.
Onucanbl fedeKTbl MeMOPAHHBIX U IUTOMIA3MAaTUIECKUX MeXaHU3MOB
TIPOBe/IeHNsI CUTHAJIa HEMOCPe/ICTBEHHO B CAMOM TPOMOOLHTE, TPUBO/IS-
IMe K HapyleHusM arperauuu. IToka3zaHo Hajauuue CaMOCTOSTENIBHOIO
MeMbOpaHHoro fiedekta TpomboLmTOB IpU [[CT, mpoTeKaromiero ¢ Hapy-
IIEHWEeM peaKLUii BbICBOOOXKAEHUSI M TPAHCIOPTA BHYTPUKJIETOUHOTO
KasbLus. OTMeueHa posib TOPMOHAJILHOTO AuchanaHca B Pa3BUTHH U yCY-
ryonennu nepexto CT. IIpe/yioxkeHO BKIIOYUTh B KOMIUIEKCHOE obcIie-
ZioBaHUe OOJIbHBIX C HAC/IEACTBEHHBIMU TPOMOOLIMTONATHUSIMHU OTIpesiesie-
Hue MapkepoB JICT. [IpuMedaTenbHO, YTO TMIEPMOOUIBHOCTD CYCTaBOB
yalie OTMe4Yaju y IMIIeP3CTPOreHHBIX JieBylleK. [Io mMepe HapacTaHUs
Tspkectd JICT B CTPYKType OBapHasbHBIX JUCOYHKIWN yBETUYMBAJICS
YZAebHBIN BeC 3a/lep>KKU M0JIOBOIO Pa3BUTHSA U IOBEHUJIbHBIX MaTOYHBIX
KpPOBOTeYeHM. BriepBble NOABIAIOMMICA IeMOpPparuyecKuid CUHAPOM
y TIOJJPOCTKOB YacTO 0OYCIOBJIEH BTOPUYHBIMU HAPYIIEHUSIMH ['€MOCTa3a.
[l7is1 ero ycrpaHeHust TpeOyeTcs JieueHre OCHOBHOTO 3aboieBaHust — B/
Y TOPMOHAJIbHBIX HapylLleHuit [224].

Ecnu remopparuyeckiie mposiBieHUs1 ObUTH OMKCaHbI YKe JJaBHO, TO
TPpOMOOTHYECKe — CPaBHUTENbHO HelaBHO [230]. [TepBoHAaYaibHO OHU
OOBACHSNNCH HAaPYLIEHUSIMUA PEOJIOTUM KPOBH B MATOJIOTUYECKH WM3BU-
TBIX cocyZax GpaxuonedanbHoii 30HbL 10 Mepe Bo3pacTaHUsl UHTepeca
K IpobJieMe yTOUHSIOTCSI HOBBIE acleKThbl MaToreHe3a TpoMO006pa3oBa-
Hus1. Peanusanus HacneAcTBeHHBIX TpomGodummii y fereit ¢ [ICT kiu-
HUYeCKU BKJIIOYAeT MIIEMUYeCKUI MHCYIbT, MHPAPKT TOJIOBHOTO MO3Ta,
TPaH3UTOPHBIE UIIEMUYECKHEe aTaKi, TPOMOO3 LeHTPAJIbHOTO BEHO3HOTO
cuHyca 1 nepudepuydeckux cocynoB. Haubosee onacHbl B IiaHe peaju-
3alUi TPOMOODUIINY reTepO3UTOTHbIE ¥ TOMO3UTOTHBIE MyTaLlUK HaKTO-
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pa V (JleiineH), roMO3UIOTHbIE MYTal[Y TeHOB (OIATHOTO LIMIKJIA, TeTe-
PO3HUTOTHBIE ¥ TOMO3UTOTHbIE MyTallU¥ F'eHa — MHTMOUTOpa aKTUBATOPa
nna3muHoreHa (PAI-1) u ocobeHHo ux coyetanus [116, 180]. 13 kpute-
pUeB pUCKa peanu3anuu TpoMOboduIMY y mereii BecbMa 3peKTHBHBIMU
OKa3aJIiCh ClefyIolnye: 3a00JieBaHuUs M0Y€eK, HAPYIIeHUs pUTMa CepALa,
BPOXZIeHHbIe TIOPOKM cepana. Cpenu 1abopaTOPHBIX KPUTEPHEB, TPeJ-
JIOXKEHHBIX ISl IOAPOCTKOB, HanboJsee BhICOKA 3PPEKTUBHOCTH TAKOTO
KpUTepHs, KaK MOMuriIo0yus (KoHIeHTpauus remornobuna > 140 r/n).
Bbicokue 3HayeHUS OTHOCUTENBLHOTO PUCKAa U OTHOLIEHWS IaHCOB AT
TPYIIIBI BBICOKOTO PUCKA ITOKAa3ay Takve KpUTepuy, Kak CyJoporu (B TOM
qycyie B aHaMHe3e), Ipexo/isilve HapylleHus 3peHusi, LepeOGpoBacKysap-
Hble aHOMaJIMH, TUIIEPrOMOLIMCTENHEMUS U MY)KCKOIi 1o pebGeHKa [227].
Tpomb6ouuTonarus u Tpombodpuius y nereii ¢ ICT He ABIAOTCA B3aUMO-
UCKJIIOYAIOMKUMHU AuarHo3amu [203]. DTo maToysorus pa3auyHbiX 3BeHb-
eB TeMOCTa3a, U TpU TpeobIaflaHuy SHAO- WIM HK30T€HHBIX (aKTOpOB
(ropMoHanbHBIA (QOH, OINEpaTMBHbIE BMENIATENbCTBA, KaTeTepU3alUH,
JIeKapCTBEHHbIE CPeZICTBA) KPOBOTOYUBOCTH ¥ OOJILHOTO MOYKET CMEHSITh-
cs1 TpoMboduMeii 1 TpoMO00OPa3OBaHKEM.

Dnactudeckre BojokHa CT MMeIOT BIOJIHe ompe/ie/ieHHble MeXaHU3-
MBI y4acTHs B CUCTeMe reMocTasa. DTo M03BOJIAeT 0KU/aTh reMopparu-
YeCKUX MPOSIBJIEHUH Y JUIl ¢ cooTBeTCTBYIOmUM sledpextom CT. B cocyzmax
C HU3KOW CKOPOCTBIO C/IBUTA MIPOUCXOAUT aAre3usi TPOMOOLIMTOB K 3J1ac-
THHY Yepe3 GuOpPOHeKTUH. OTMEeYeHO OTYETIMBOE CHU)KEHHE ero YPOBHS
B KpoBH 60JbHBIX ¢ [JCT. ®UOpPOHEKTHH, B CBOIO O4epenb, 06pasyercs
B KJIETKaX 3H/IOTEeJINA U YUYacTBYeT B IOCIIeAYIOMX peapaTUBHbIX peak-
USX, co37aBast cyocTpaT s npoareparuu gpyroro komrnonenta CT —
¢ubpobnacToB. Takum 06pa3oM, COBepIIEHHO OYEBH/HO y4acTHe COCY-
ZIUCTOIA CTEHKH B PeaKLUSX reMOocTa3a ¥ Hen30e)XeH BBIBOJ O BO3MOKHBIX
HapyLIeHUAX TeueHHs1 HOPMaJbHbIX I'eMOCTaTUYeCKUX MPOLeCCOB MpHU
M3MeHeHUAX COCTOSHUA ee CTPYKTYPHBIX KOMIIOHEHTOB U ITPOIIeCCOB CO-
CYAUCTOM peryasaiuu.

ITpakTuyecky Bce McCCIieZloBaTeNyd OTMeYaloT HapylleHus Ha KOHeu-
HOM 3Talle CBepThIBaHKs KPoBU y 60bHBIX ¢ JICT, mpuyeM 3TH Hapyuie-
HUSl U3MEHSIN KJIMHUYecKoe TedeHre Apyrux 3abosieBanuii [232, 252].
Tak kak npu reMopparuueckoM CHUH/IpPOMe OTMeyaluch yIMHeHe TPOM-
OUHOBOT'0 BPEMEHH, U3MEHEHHS SIIOBBIX P06 (3XUTOKCOBOE U aHIIUCTPO-
ZIOHOBOE BpeMsi), 3aMeJiJieHre MoTuMepHu3auu GrOPHH-MOHOMEDPOB; Ta-
K¥ie I3MEHEeHUs TPaKTYIOTCs KaK JucPuOpUHOreHeMus, T. e. HAPYLIEHUS
CTPYKTYPHI 1 QyHKIIMYU PubpUHOreHa. AHOMaibHble QUOPUHOTEHBI TIPe]-
CTaBJIAIOT COO0I pefikue, reHeTHYeCKre BAPUAHTBI 3TOTO OeslKa ¢ aMUHO-
KUCJIOTHBIMY 3aMeHaMU. YCTaHOBJIEHO 3aMe/ijIeH1e Ipoliecca NoarMepu-
3auuu GpuOPUH-MOHOMEPOB TIPU U3OBITKE OCTATKOB CHATIOBOM KMCIOTHI.
VIMeHHO TaKOil BapUaHT MOJIEKy/bl GUOPUHOTEHA XapaKTepeH /i ero
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deTanbHOTO BapraHTa CO CHYDKEHHOUN YYBCTBUTEIBHOCTHIO K TPOMOUHY.
@ubOpUHOTreH CHTE3MPYyeTCsi B IeYeHU U IPeZCTaBIIseT cOO0M IIMKOIPO-
TeUH C MOJIeKyJApHON Maccoi 34 k]I, medeHb Takxe fABJAETCS MECTOM
cuHTe3a U pacnaja komarena. CT — cucreMa MHTEHCUBHO QYHKIMOHU-
pyloiasi, TeHeTHYecKd OOYCJIOBJIEHHOe M3MeHeHHe CTPYKTYpbl U QyH-
Ky Kosareda mpu JICT He MOXeT He TOBJieYb 3a cO00i M3MeHeHui
MEeXKJIETOYHOTO MaTpuKca. Bce Tpu Tumna 1eneit pubprHOreHa KOAMPY-
IOTCS TeHaMU B 4-i XpOMOCOMe, CJleJJOBaTebHO, PYHKIIMOHAIbHAS CBA3b
Me>X/ly HUMU OCYIIeCTBIIIeTCA B TledeHU. YCTaHOBJIEHO, OJHAKO, UTO I'eHbl
o,- 1 o,-neneil komareda IV u rensl ¢pakTopos ceeprhiBanus VII u X
KapTUPOBaHBI PAZOM Ha 13q34, M03TOMY He UCKJII0UYEHO, YTO aHOMaJIAU
9KCIIPeCCHU T'eHOB MOTYT COTNPOBOKAAThCS COYeTAHHBIMU HapylIeHUAMU
passutus CT u fedururom VII u X dpakTopos. BosbHble ¢ TM]I oTHOCAT-
Cs K TPYIINaM PUCKA O KPOBOTOYMBOCTH, YTO HEOOXOMMO YIUTHIBATh B
OpTONEeANYECKUX IIeHTPaX, TaK KaK MM 4acTo NMPOBOJATCA KOPPUTHPYIO-
1[1e OTlepaTUBHbIE BMeIaTeIbCTBa.

JlMarHocTuka HapyueHui remocrasa y gereii ¢ JICT MoxeT 1 JOJDKHA
OCYIIeCTBIIATLCSA HA PaHHUX 3Tanax 6ojie3Hu. JledeOGHble MEpPONPUATHS,
HalpaBJieHHble HA KYNUPOBaHHe U NPOQWIAKTUKY reMOpPparuyeckoro
CHH/IpOMa, CllefiyeT pacCcMaTpUBaTh KaK HelpeMeHHYIO COCTaBJISAIOIIYIO
B KOMILJIeKCHOM JieueHuu geteii ¢ JICT.

Pexomenpanuu naurenTtam ¢ ICT, uMeronM TaKxe NPU3HAKHU IOBbI-
IeHHON KPOBOTOYMBOCTHU, AOJKHBI OTPAHAYMBATL UCIOJIb30BaHUE Me-
IUKaMeHTO3HbIX CPeZCTB, MOJABISIONINX aKTUBHOCTb FéMOCTaTUYeCKUX
npotieccoB. OCHOBHbIE TPYIIIbI [TPENapaToB, BbI3bIBAIOIINX Hea/leKBAaTHYIO
PEaKIHIO CO CTOPOHBI CUCTEMBI reMocTasa y 60sbHbIX ¢ JICT, BKJIHOYAIOT
HeCTepouU/IHbIe TPOTUBOBOCIIANUTEbHbIE MTpernapaThl, 6JI0KaTOPbI Kallb-
IIMeBbIX KaHAJIOB, HOOTPOIIBI C Jle3arperaHTHhIMU CBOWCTBAMH, OJIOKATO-
PbI 06PATHOTO 3aXBaTa CEPOTOHMHA (AHTU/IEPECCAHTBI) U Ie3arPeraHThl.
OcHOBHbIE MeTOZIbI JIeueH!s TeMOpParndeckoro CUHApPOMa y MalleHToB
¢ [ICT ocHOBaHbBI Ha UCIOJb30BAHUK CPEJICTB MECTHOTO U OOIIEro fekic-
TBUA. MHOTHe 13 MeJUKaMeHTO3HbIX IIperapaToB B paBHOI Mepe MOIyT
OBbITH MCIOb30BaHbI B KOMILJIEKCHOM Tepanuu [ICT 1 TeMOCTa3u0MaTHH.
BOJILIIMHCTBO M3 HUX SBJSIOTCSA HecrenuUIecKUMHU TeMOCTaTHKaMU,
MHOTHe UCHOJb3YI0TCA B KOMIUleKcHOM JieyeHuu [ICT. OTu faHHbIe fe-
MOHCTPHUPYIOT €JMHCTBO TPOLIECCOB, MPOUCXOAAIIMX B OpraHu3me, 00yc-
JIOBJIMBAIONIUX U eJUHCTBO TepaneBTUUeCKUX M0/X0/10B. [To 0CHOBHOMY
MeXaHWU3My ZeHCTBUS reMOCTaTH4ecKue CpeZCcTBa IOJpasZeNsaioTcs Ha
aHTMONPOTEKTOPHI (TOKCUYM, IpernapaThl Kaablys, TPOKCeBa3uH, acKop-
OMHOBAs KMCJIOTA, PyTHH U Zp.), Ipernapathl aHTUGUOPUHONTUTHYECKOTO
meiicTBUsA (€-aMMHOKANPOHOBAasi KUCJIOTA, aMOeH, ampOTHHUH), CTabu-
JIM3aTOPbl OMOJIOTMYeCKUX MeMOpaH (Tipemaparhl Kamkuud W MarHus,
3TaM3ujar (JULKHOH), CpefCcTBa, CTUMYJIUPYIOLIMe BHYTPUKJIETOYHbIE
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OuosHepreTUYeCKIe NPoIecchl (BUTAMUHBI A,B.,B,B..B,,.B.CE,py-
THH, JMIOeBas KUCIOTA, OPOTAT Kajlus, ITI0TAMUHOBAs KUCIIOTA) U JIP.
K mocnenHuM OTHOCAT pa3/M4HbIE MpeNapaThl, BAUAIOMME Ha PeaKluu
reMoCTa3a: pacTUTeNbHbIe COOPBI (KpaluBa, ThICSUYETMCTHUK, KPACHBIN
KJIeBep, BOASHOW Iepel, IJIO/bl IIUIIOBHUKA, AYLIUIA, CIIOPBI U Ap.),
KOMIUIEKCHBIe TIperaparbl (OJIUroraa-S, TPUOBUT, OKCUTEKC, CENIIMHK-
IUTIOC, aeBUT U 7ip.). VIMEIOTCS OCHOBaHMA PEKOMEHJOBATh MalieHTaM
MOZYJATOPBI CHHTE3a ITII0KO3aMUHOTJIMKAHOB U CTUMYJIATOPBI KOJjIare-
HOOOpa30BaHMU.

JleyeHne NPOBOAUTCS KypCaMU MPOJIOKUTEIBHOCTBIO OT 2 Hefl. U 60-
Jlee C YaCTOTOM, OnpeZeNnsieMOi NHANBUAYAIBHO /IS K&XKIOTO MalfieHTa
B 3aBHCHMOCTH OT 9acCTOTBI M TSDKECTU TeMOpparmdecKux MpOsBJIEHH.
[IpeAniouTUTeNIbHEE BKJIFOYATD B JIe4eOHYI0 IPOrpaMMy IperapaThl U3 He-
CKOJIbKUX TPYIII, C Pa3HBIMU MeXaHU3MaMH JefcTBUs. TeMocTaThiecKye
CpeZCTBA Mpe/iCTaBJIeHbl TAKXKe MpernapaTaMy, Ha3HaYaeMbIMU B YPTeHT-
HBbIX CHUTYalUsX, OKa3bIBAIOIIMMU OBICTPBIN reMocTaTidyeckuit 3ppekT
(cBexe3aMOpOKeHHas IJ1a3Ma, aprHUH-Ba30MPECCHH, TUIMHOH NapeH-
TepasbHO, PeKOMOVHAHTHBIM aKTUBUPOBaHHBIN ¢akTop VII — HOBOCe-
BeH), U CPe/ICTBAMHU, TIeEPEYUCIIEHHBIMY BBIIIe, /7SI KYPCOBOTO MCIONb30-
BaHUA KaK C JieueOHOM, TaK ¥ ¢ NPOPUIAKTUIECKOH LIeJBIO.

Pa6ouas rumoTe3a HapyieHuii reMocrasza npu [ICT cBoauTCS K Crie-
IyIoIIeMY:

1) u3MeHeHus IMTOCKesIeTa TPOMOOLIMTOB, CBSI3aHHBIE C ZIETIOJISIPH3a-
1Meil aKTUHA, a TAKXKe ¢ HapylleHneM KaJbLIeBOro TOMeocTasa B KJIeTKe,
COTIPOBOXKZAAIOTCSA HApyIleHHWeM TIpe/iarperalioHHON TpaHcGOpMalum
TPOMOOIIMTOB ¥ BBICBOOOK/IEHUsI CepOTOHMHA. HacsieicTBeHHbIi ledeKT
CHHTe3a OTIOPHO-COKPATHUTEbHBIX OEJIKOB — OJMH U3 KOMIIOHEHTOB Me-
XaHM3Ma TpoMbOIUTapHBIX AucoyHKumit mpu ICT;

2) dopmupyeTcsi cricTeMHasi MeMOPaHONaTUsI B KJIeTKaX, OCYIIEeCTBIISIIO-
IIMX aKTUBHBIN POCPOPHO-KaIbLHEBbIN 0OMEH (TPOMOOLUTBI, SHIOTETUOLH-
ThI, 0CTe00JIACTbI, AMUTEJNY KaHAJIbLIEBOT'O aIlliapaTa Mmovek uT. 1.) [225];

3) Habmoznaercsi peHOMEH <IpeXIeBPEMEHHOTO BBICBOOOXK/EHUsI»
KaJIbLIMS U3 TPOMOOIIMTOB B IIJIa3My TIpU LieHTpudyrupoBanuu (swelling-
addekt) — Mapkep MeMOpaHONAaTUH ¢ POPMUPOBAHUEM CIIOHTAHHOIA ar-
peranyu Ha GpoHe BBICOKON CKOPOCTH CJIBUTA TPH YBEJMYEHUH CKOPOCTH
KPOBOTOKA B CY)K€HHBIX U /e OPMUPOBAHHBIX COCYAX;

4) MeHsiercsi 00yCJIOBJIEHHAs! TeHETHYeCKU M MPUOOpeTeHHas MpH
CTOMKHMX PeoJIOTUYeCKUX HAPYIIEHUAX IIOTHOCTh aZipeHOPELEeNTOPOB Ha
MeMOGpaHax TPOMOOIUTOB;

5) OTMevarTCs CTOMKME HApyLIEHWs PEeOJIOTMH HPH aHTMOAWCILIA-
3USX, MOBBILIEHHOM TPabeKyIAPHOCTH, JIOKHBIX XOpAax, AYIIMKATypax
KJIalaHOB, KOTOPBIE CIOCOOCTBYIOT GOPMHUPOBAHUIO JieeKTOB SHOTE-
JIUS1, TUTIeparperalyuy TpOMOOIIUTOB;
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6) B CBSI3U C ©3BMEHEHHEM aTPOMOOTeHHBIX CBOMCTB H/IOTEJHS OTMeda-
eTcsi CMellleHre IMHaMUYecKOT0 PaBHOBECHS MeXy CHHTe30M TPOMOOKCa-
Ha ¥ TIPOCTAIMKJIMHA C TePeX0IOM OT TeMOpparuii 710 TpoM6030B [214].

ITo pe3ynbraTaM HaIIWX KCCeJOBAHWM U JIUTepaTypHBIM JaHHBIM
MOXHO CieflaTh Cllefiyiolliee 3akJiloueHne: TOJNbKO ZiepMaToCapakCcue —
XapaKkTepHOe KJIMHHYecKoe NpOsIBJieHHWe reMOppardyeckoro xapaxTepa
npu JICT. B mopaBnsionieM GOJBIIMHCTBE KAMHUYECKVME MPOSIBIIEHMS
reMOpparuyeckoro xapakTepa U TpoMOO3bI, a TaKKe UX JabopaTOpHbIE
MapKeps! HecrieriidpudHbl. OHU He aCCOLMUPYIOTCS C ONpeZieleHHbIM Ba-
puanTom JICT.

2.9.2. KAnHnyeckmne u natoreHeTHyeckue acrieKTbl HapyueHui
B cMCTeme meTaboAu3ma M remocrasa

JlersiM 00C/IeIOBaHHBIX TPYII IPOBOAMINCH OMOXMMHUYECKHe MCCie-
NIOBaHUs CbIBOPOTKU KpoBU. MccnenoBanus npoxoaunu B LleHTpanbHoON
KJIMHUKO-/IMarHOCTUYEeCKOi abopaTopuu Ha aBToaHanu3atope Abbott
(CIITA). CooTBeTCTByIOLIME MOKa3aTeau CPaBHUBAJIUCH C ITOMOIIBIO
IBYXBBIOOPOYHOTO 7-KpuTepusi CThIOZIeHTa IJIs1 He3aBUCUMBIX BBIOOPOK
C Pa3IMyYHBIMU AUCIEPCUAMHU U3 CTATUCTUYECKOTO MaKeTa MPOTPaMMbl
Excel, KOTOpBIil MO3BOJIsAET BBIABUTH O0JIee TOHKUE Pa3Inyus, YeM CTaH-
JApTHBIA MOZCYET.

[IpaKkTHYecKu y BCeX JieTeil OGMOXMMHUYECKHe IMOKa3aTeld HaXOMU-
JIMCh B IIpefieiax peepeHTHBIX [JIs BO3PAcTa 3HaUeHUH. YPOBHU HATPUS
U XJIOpa CHIBOPOTKM B IpyNIax He pa3inyaiuchk. B mpenenax HopMmaib-
HBIX Pe3yJIbTaTOB BBIABJIEH DA/ MEXTPYNIOBBIX pa3nuyuil. Tak, akTUB-
HOCTh wenovyHoi ¢ocdaTaspl (IID) Gbina Hambosbieir B 1-it rpym-
Ile, 3HaYMMO Bblllle TIOKa3aTesieil 3-if rpynnsl (37ech u fanee M + STD;
237,2 + 118,4 ME/n u 172,0 + 73,3). KoHlleHTpauusa XojecTepuHa
(44 £ 6 + 0,80 MM u 4,96 + 0,83), obmero kanbuus (2,34 + 0,09 MM
u 2,43 + 0,14) u pocdopa (1,55 + 0,19 MM u 1,71 + 0,28) B 1-ii rpymme
3HAaYMMO HUXe, 4yeM B 3-ii. Hamu pe3ysnbTaTel COTIacyoTcs € TOCIeAHUMA
nauubiMu C. E. JleGebKoBOIA [ Ip.], yCTAHOBUBIIUX TEHAEHIIMIO K TUIIO-
Kaznbiyemuu u runodocdaremun y fereii ¢ ICTC [159].

Bcem 06c1e10BaHHBIM BBITOJTHSJICS KIIMHIUYeCKUil aHaIu3 KPOBH C aB-
TOMAaTHUYEeCKUM MOZICYeTOM (pOPMEHHBIX 3JIEMEHTOB, B YaCTHOCTU TPOMOO-
IIUTOB.

Bo Bcex rpynmax cpeziHee 4rci0 TPOMOOLUTOB B KaNWJUISPHOIN KPOBH
ObLTIO B HOpMaJIBHBIX npefieiaX. @yHKIMsA TPOMOOIUTOB U3ydaach C Mo-
MOIIBIO ZIByXKAaHAJIBHOTO JIa3ePHOTO aHalu3aTopa arperanuyd TpoMbo-
nuToB «buona LA230», o0cHOBaHHOTO Ha NpHUHIUIE QIIOKTYallud CBETO-
TMPOIyCKaHus, 6ojiee MTHPOPMAaTUBHOM IO CPAaBHEHUIO C TYpOUIOMETpU-
4eCcKUM, ¢ IUPPOBOit 06pabOTKOM U 3aIKChI0 HA XKeCTKUi AucK. [Ipubop
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ompesessieT He TONbKO KO3 QUIMEHT CBeTONPONYCKaHUA, HO ¥ CPeHUM
IaMeTp arperaToB, BbIpa)KeHHBI B OTHOCUTENbHBIX eAWHULAX (OJHA
eZIMHMIIa COOTBETCTBYET AuaMeTpy Tpomboiura). Takoil okaszaTesnb Ha-
nboJiee TOYHO, JMHAMUYHO U TIOJIHO OTpPaXkaeT AWHAMUKY Mpoliecca ar-
peraiyu in vitro. Arperaiysi TpOMOOIMTOB SIBJISIETCS] KOHEYHBIM 3TAlOM
1eny OMOXMMUYECKHMX IPOIIECCOB, BKIOYAIONIMX PeleNii0 HHAYKTOpa
Ha BHeIIHell MeMOpaHe KJIETKH, Mepefiady CHIHaa 1Mo CHCTeMe BTOPHY-
HBIX MIOCPEJIHUKOB, aKTHBALIMIO PelienTopoB pubpuHOreHa u o6pa3oBa-
HYe MEXKJIETOUHbIX GUOPUHOBBIX MOCTHUKOB.

[Ipu olleHKe arperaTorpaMm HauboJyiee 4yBCTBUTENbHBIM HUHAYKTO-
POM, KaK ¥ B HAaIIMX O0Jiee paHHUX UCCIIe[oBaHMAX, ObLT AJID B KOHI[EHT-
pauuu 1,25 MkM B cucteme TecTa. VIMeHHO 3Ta KOHIIeHTpaLus [103BOJISAeT
BBISIBJISITH MUHMMaJIbHbIE HAapYLIEH!Us arperallioHHON GpyHKIIY TPOMOO-
nutoB (ADT). PesynbraTsl uccnenoBanus ADOT cpaBHUBaMU ¢ pedepeH-
THBIMU TIpeZIelaMH, YCTaHOBJIEHHBIMM paHee HaMU /Il JAHHOTO Mpub0o-
pa. B 1-i1 rpynmne BoiaBieHbl HapymeHusa A®T ¢ AI® B KoHIeHTpaluu
1,25 MkM y 64 u3 89 obcnenoBaHHbIX — 71,9 %. YcTaHOBJIEHO 3HAYUMOE
CHIDKeHMe aMIUIUTYZbI U ckopocTu arperaunu ¢ AP 1,25 mxM. C anpe-
HaJIMHOM BBISIBJIEHO CHIDKEHWEe CKOPOCTU arperanyu. Yka3aHHble Hapy-
LIEHHUS1 arperalimoHHON pYHKIUK TPOMOOIUTOB 00YCIOBIEHBI KOMILIEKC-
HbIM 71e)eKTOM CHCTEMbI TeMOCTa3a, B epPBYIO 0Uepesib TPOMOOIUTapPHO-
ro ee 3BeHa [17].

Takum 00pa30M, HAMH BbISIBJIEHBI CJIEAYIOLIME 3aKOHOMEePHOCTH:

1) ¥ mereii ¢ ICT umcio TpOMOOIMTOB OCTAeTCS B pezieniax pedepeHT-
HbIX 3HaYeHUA.

2) BenencTBue mapuuaibHO# TpombouuTonatuu y gereit ¢ JICT or-
MedaeTcsi CHI)KeHHe arperallmoHHOM GpYHKIMU TPOMOOLIMTOB IPY HU3KUX
KoHUeHTparuax A[®.

3) ¥V pereii ¢ [ICT ompenenserca (B mpezienax HOpMaJbHbIX 3Hade-
HuUil) 6oJiee BBICOKAs, YeM B IpyIIe cpaBHeHHs, akTUBHOCTD LI[®D, cHu-
’KeHHBIIl TUTP XOJIeCTePUHA, a TAK)Ke 3JIEKTPOJIUTOB — OOIIEro KaibLus

u pocoopa.

2.9.3. HapyweHuss UMMYHOAOTMYE€CKON KOMIIETeHTHOCTH
npM AUCIIAA3UIX COCAMHUTEAbHOMN TKaHU

3a HecrnenpUIeCKyI0 UIMMYHOJIOTMYeCKYIO0 peaKTUBHOCTb, peanusye-
MyI0 Yepe3 BoClaJieHue, lleTMKoM oTBeTcTBeHHa CT. Mopdomnoruyeckum
cybCTpPaTOM MMMYHOTeHe3a ABJISIOTCS MOHOLMTBI / Makpodaru (B Kauec-
TBe aHTUTEHIPe3eHTUPYIoMKUX) U TUMponuTsl (T-1MMponnTHI B Kavec-
TBe XeJIepoB, KUJIJIEPOB U PeryIaTOPHBIX KIeTOK U B-miMQouuTs! Kak
aHTUTEeJIONpPOAYLeHThl). Bce OHM ABNAIOTCA POU3BOIHBIMU Me3eHXVMBI.
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HapymeHnus IMMyHOJIOTMYeCKOH KOMITeTEHTHOCTY CYUTAIOTCS CIIe/ICT-
BUEeM JUCTpOPUIECKUX U3MeHeHUuH uMpouziHol TKaHu [96]. BonbHbie
¢ JICT xapakTepu3yloTc MMMYHOKOMIIPOMETHPOBAaHHOCTbIO, KOTOpas
NPOABJAETCA PeLUIUBUPYIOIIUMY U XPOHMYECKUMU BOCHAJIUTEIbHBIMU
3a00JIeBaHUSIMU BEPXHUX ZAbIXaTeNbHbIX myTeii, JIOP-opraHoB, JIETKUX,
1o4YeK U Koxu [268]. OHU cOCTaBIIAIOT ONpeZie/IeHHYI0 YacTb TPYIIIbl Ha-
OJII0/IeHN S «9aCTO, AJIUTEIBHO OOJIEIOIIVe IETH>.

He cny4aiiHO 3HauMTeIbHAS YaCTh MyIbTU(GAKTOPHBIX 3a00/IeBaHUIT
(M®3) — uMMyHOMaTOIOrMYecKre 3a00IeBaHuUs, CPeI KOTOPBIX 6O0JIb-
1Ias TpyIra ayTOMMMYHHbIX. HanloMHKM, YTO cucTeMHble ayTONMMYyHHbIe
3a00JIeBaHNs, K KOTOPHIM OTHOCAT PEeBMAaTOU/HBINA apTPUT, CUCTEMHYIO
KpaCHYI0 BOJYaHKY, CKJIepOJilepMUIO, Y3eJIKOBbII lepruapTepuuT U pyTie,
paHee MMeHOBAJIMUCh KojlareHo3amMu. Cpeay Hace/[CTBEHHBIX reMOCTa-
suonaruii mpodeccop 3. C. Bapkaran [46] Beinesuna TMI, cpefivi KOTOPBIX
cunzpoM Yenuaka — Xuracu, [ly6ouria, [llumke, Jiyn — Bap u psin apy-
TUX OJJHOBPEMEHHO SIBJISIOTCS IEPBIYHBIMU UMMYHOZe QULIUTAMU.

C NOHMMaHWeM pPOJIM AaHTUTEeN KaK OMOperyJisiTopoB CBsi3aHAa KOH-
IeNus HapyLIeHUs aHTeHAaTaJbHOTO MOp¢oreHe3a, BbICKa3aHHAs elle
B 60-x rr. npouworo Beka JI. C. Bonkosoi u O. E. BA30BBIM, B KOTOpPOY
aBTOPBI IOKA3aJIM HAJIMYKe Y [UI0JIa CTafuii-crenndpuiecKix OpraHocie-
IMPUIECKUX aHTHUTeN (BhIPaOOTaHHBIX MaTepPhI0), PETYIUPYIOIIUX Hepe-
KJIIOUeHHs KJIETOK OpraHa 5MOpPHOHA-IUIOZIa Ha HOBBIiA ATan auddepeH-
11poBKU. [TpeAnonaranaock, YTo NpU HAJIMYUY Y MaTepy NaTOJIOTMYecKUX
aHTUKapAMajbHbIX aHTUTe] (HalmpuMep, BCJIe/ICTBHE peBMaTUYeCKOrO
Tnporiecca) BO3MOXKHO HapyleHHe Mop¢oreHesa JaHHOTO oprana u ¢op-
MHpPOBaHMe BPOXIEHHOTO MOPOKa cepAla y mioza. Ha cBsa3b nmpuobpe-
TeHHBIX GOPM NATOJIOTUH C TIOPOKAMU Pa3BUTHUS TOU e CHCTeMbI YKa3all
B 1960-e rT. akymep-ruHekosor M. A. Ilerpos-Macnakos. ITo3gHee 310
TIO/ITBEPANIOCH U HAIIUMU HabmogeHusIMu [257].

AHanu3 4acTOThI U XapaKTepa CONyTCTBYIOLIeN cCOMaTHUeCcKoH maTo-
JIOTUY Y JieTell ¢ BpOX/IeHHbIMY II0POKaM{ OPraHOB MOYeBbI/IeTUTeIbHON
cucteMbl Ha Gpone [[CT BBISBIII BBICOKYIO YaCTOTY aJlIepri4ecKux 3a00-
nesanuil (23,8 %), natonoruu JIOP-opraHos (23,8 %), JKKT (28,8 %),
GyHKIMOHANBbHOH maTosoruu co ctopoHsl LTHC (36,3 %), moaBepxeH-
HOCTb YacTbIM OCTPbIM PeCHMpaToOpPHO-BUPYCcHBIM nHeknuam (40,0 %),
4TO YKa3bIBaeT Ha CBOeoOpa3rie MMMYHOJIOTHYeCKOi PeaKTUBHOCTH JleTeil
c ZICT [162, 163].

Xorenoch ObI TaK)Xe 0OPAaTUTh 0COO0E BHIMAHKE Ha CEMeiHbIi aHaM-
He3 He TOJIbKO C NMO3ULKU NOATBepkAeHus auartosa [ICT, HO U ¢ TOUKU
3peHHUs YaCTOThI 3a00JIeBaHU, CBA3aHHBIX C BTOPUYHBIMI UIMMYHOe1-
[UTHBIMHU COCTOSIHUSIMU U IPyTUMUA pOPMaMU IMMYHOIIATOJIOTHH (ayTo-
UMMYHHbIE, ajulepruyeckre, OHKOJIOTMYecKue), XapaKTepU3YIOUIUMU
ceMeltHy10 CKJIOHHOCTb K HapyueHusaM CT, HO NpOABIAIOIIUMUCA He CO
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CTOPOHBI CKeJleTa, CyCTaBOB, MBIIIL], KOXW, MUOINH, IOPOKOB Pa3BUTHA,
(t. e. Mopdorerernyeckoit pyHkuun CT), a cO CTOPOHBI ee 3alUTHOH,
TpoduIecKoi, 0OMeHHOU U APYrux QYHKIUIL. DTO MPOSIBUIOCH U B HC-
XOZIHO He0IaronpuATHOM HMMYHHO-3HIOKDUHHOM CTaTyce Marepei,
ZleTH KOTOPBIX POAUJINCH C TOPOKAaMU Pa3BUTHSA OPraHOB MOYEBOM CHC-
TeMBbI, B BUZIe BBICOKOW YaCTOThI XPOHUYECKUX WHQEKIWI, ajjiepruiec-
KUX ¥ ayTOMMMYHHBIX 3a00JIeBaHUIA, a TAKKE YaCThIX CIOHTAHHBIX ab0p-
TOB, BBIKW/IBIIIEN 1 TIOpPaXKeHUA OZIHOMMEHHBIX OpraHOB MaTepH U IJIoZa
[162—164].

Oco0yr0 1IeHHOCTb AJIS MeuaTpa, 10 HalleMy MHEHHIO, UMEIOT HC-
CJle/JlOBaHMSA OTJAJIeHHOTO KaTaMHe3a Y ZieTell ¢ pasaudyHbIMU Gopmamu
IepyHATaJbHOI NMaTOJOTHUU. Y HOBOPOXJEHHBIX CTPYKTypHble aHOMa-
muu CT (xpome BpOXZeHHBIX TIOPOKOB Pa3BUTHSA) He BBIABJIAIOTCA, O~
Hako nonudyHknroHansHocTh CT U MmynbTudakTopHas npupoga JCT
MOT'YT IIPOABUTBLCA yKe B paHHEM IOCTHAaTaJIbHOM IlepHro/ie B BUle reHe-
PaJIM30BAHHOTO TedeHWs WHQEKINH, MOBBIMEHHON 4YacTOThI remMoppa-
TUYeCKOT0 CHUHZPOMA, JJINTEeJbHOCTH 3a)XKUBJIeHUS ONepalliOHHBIX paH
¥ 001Iell aflanTalIOHHO CIOCOOHOCTH OpraHM3Ma. B 3TOM OTHOIIEHUH
HeoOX0/IMMO OTMETHTh HCCIIeZIOBaHNUs, BLIOJHEHHBIE KOJIJIEKTUBOM Bpa-
Jeii mozi pykoBozactBoM 1. O. FiBaHOBa Ha 6a3e 1eTCKO rOpPO/ICKO# 60JIb-
Huubl Ne 1 Cankr-Iletepbypra [153—155].

Hapszy c u3MeHeHUsAMH B CUCTeMe TeMOCTasa y AeTel ¢ AuCIIasu-
eit CT ¥ BocHanuTebHbIMK 3a00JI€BaHUSAMU THUIIEBAPUTENBHOTO TPaK-
Ta BBISBJIEHBl Pa3jMuHble MMMYHOJIOTHYECKHE OCOOEHHOCTH: CHUKe-
HUe KoHUeHTpauuu IgG, B-muMQouuTOB 1 MOBBINIEHNE KOHLEHTPALUH
T-muMdonuToB. HecMOTpS Ha 3HAYMMBIE Pa3NMYMs MEXAY TPYIIIaMH,
3HAYEeHUs BCex II0Ka3aTesiell HAaXOAUIUCh B peepeHTHBIX Ipeieniax [158].
0. E. YenmadeHKo 06HAPY’KKJIa IMMYHHBIH eUUUT 2-# U 3-ii cTeTeHn y
74,5 % neteii ¢ [ICT, 60J1ee BbIpaXKeHHbI y MAllMEHTOB MJIA/ILIEN U CTap-
1eii BO3pacTHLIX rpymil. CTelleHb HapylleHNs1 UMMYHHOTO cTaTyca Koppe-
JMpoBaa co creneHbio Tskectu [JCT [246].

AHanm3 aMOyIaTOPHBIX KapT BBISABUJI BBICOKYIO 3a0071€BaeMOCTh pec-
nupaTopHeiMu MHbekuusamu y gereit ¢ ICT: 46,3 % (10,3 % B rpymme
cpaBHeHus1) [126]. B pabore, mpoBeZieHHOI peBMaTOI0OraMu Spociasis,
y B3pociblx nanueHToB ¢ JICT BbIABIeHa UMMyHOJIOTAYeckas He/loCTa-
TOYHOCTB, O YeM CBHUJIETEIbCTBYET BBICOKUII Oajll aHKeThbl AUarHOCTUKU
MMMYyHOJIOruueckoi HejoctaTouHocTy. Ha aTom ¢one npu ICTC pocro-
BepHO Bblie 3a6oeBaemMocts OP3 (85,8 u 21,6 % B rpymie cpaBHeHuUs),
KaTapanbHOU aHruHoi (54,1 u 3,9 %), 6pouxurom (34 u 0 %), racrpu-
TOM, ZIyOZIeHUTOM UJIU SI3BeHHOU 60Je3HbI0 (48,6 U 33 %), a TakKe 4ac-
TOTa anjepruyeckux peakuuit (19,9 u 7,8 %) [92].
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2.10. leHeTMUECKME acneKTbl AMATHOCTUKU
AMCMAA3UIA COCAMHMTEAbLHOM TKAHM M UX NPOSIBA€HUMI

2.10.1. leHeTMYECKast AMArHOCTUKA AUCIIAA3UI COCAMHUTEABLHOM
TKaHW U OCTeorneHuu

Hacnencrsennas npupoga [JCT mn3ydeHa HeIOCTaTOYHO M3-3a OTCYT-
CTBUSl YeTKUX KPUTEpPUeB AUATHOCTUKHU, KIMHUYECKON <«pa3MBITOCTHU»,
OTCYTCTBUSI TOYHBIX JTAGOPAaTOPHBIX TECTOB, MO3BOJISIOLIMX BBIIENATDH
OTZeNbHbIe HO30JI0rn4ecKre GOpMbl. MHOTOYNCIIEHHBIE U ITPOTSKEHHbIE
reHbI KOJIJIaTeHOB, 0COOEHHOCTH CTPYKTYPBI U Perysiiuy GpyHKINH FeHOB,
KOHTPOJIMPYIOIUX CUHTe3 GeIKOB COeANHUTEIbHON TKaHU U [JIUKOIPO-
TEVHOB BHEKJIETOYHOTO MaTPUKCA, IPX BeCbMa CXOAHBIX KOHEYHBIX KJIU-
HUYeCKUX NPOSABJIEHUAX UX MyTallUH CO3JaI0T Cepbe3Hble MeTOANYeCKHe
TPYAHOCTH [ MOJIeKyIApHOM auarHoctuku JJCT.

JCT — aHOManusa TKaHeBOW CTPYKTYPBI, IPOSABJIAIOMAACA B YMEHb-
IIeHUY COJlepKaHNs OTAeIbHBIX TUIIOB KOJIJIareHa WJIM HapylleHU! UX CO-
OTHOILIeHNs, YTO IPUBOAUT K CHIDKeHuto mpouHocty CT. MHcepuus, fene-
LU L[eNY KOoJJIareHa, pa3HooOpa3Hble TOuedHble MyTal[ly BbI3bIBAIOT Ha-
pylIeHust 06pa30BaHKs MOMEPEYHBIX CBs3eil B MOJeKyJie. YHUKaIbHOCTD
crpyktypsl u dyHKImu CT co37aeT yCIOBHSA A7 BOSHUKHOBEHUS OTPOM-
HOT'O YKMCJIa ee aHOMaJMil U 3a60JIeBaHuit, BbI3BAHHBIX flepeKTaMu, MMe-
IOIVIMU OIIpeZieJIeHHbIN TUIl HacJeOBaHUsA UM BO3HUKAIOUIMMU B pe-
3yJIbTaTe BHENIHMX BO3/eHCTBUI B heTanbHOM Tepuojie [264].

COXXHOCTY BBIABJIEHUS THUINA HACJlef0BaHUA, HeONpeleleHHOCTb
CAMIITOMATHUKH JJaI0T OCHOBaHUA paccmarpuBaTh JJCT Kak reTeporeHHyo
TPyIy MyabTHAaKTOPHBIX 3ab0jeBaHuii, 0OYCIOBIEHHBIX /eHCTBHEM
MOBpeXJaoImKX HaKTOpoB BHeIIHeil cpesibl Ha (pOHe HeBIArONpUSATHBIX
aJUIeNIbHbIX BAaDUAHTOB «TeHOB IpeApaclosioXeHHOCTU» [34, 41]. Dto
MOZATBep3KaaeTcsi 6oJiee YaCTHIM BBIsSIBIEHMEM aCTeHU3ALUH Te0CI0Xe-
HUA JleTell B XUMUYeCKU 3arpsA3HeHHbIX paiioHax [148, 270].

HVI3BeCTHO, 4TO XapaKTepHBIM /I FeHOMa 4eJI0BeKa SBJIAeTCA KayecT-
BeHHbIIi 1 Konn4decTBeHHbIN ['T] (Bapuauuu B nepBr4HOi cTpykType JHK),
KOTOPBIH 3aTparuBaeT BCe, B TOM YMCJIe U XM3HEHHO BaXXHbIe, TeHEI, OIIpe-
ZleJISTIoIIYe HAaCJIeICTBEHHYIO TIPe/IPacioyiOKeHHOCTb K MyJIbTH(AKTOPHBIM
3aboneBaHusIM. MccenoBanus GpeHOTUITMYeCKO acCOLMALIU TAKUX eHOB
IPUBEJH K TOSBJIEHUIO HOBOTO HAy4YHOTO HANpaBJIeHNs — NepCOHANIU3U-
POBaHHas NpeJUKTUBHASA peBeHTHBHAA MeguuuHa (IIIIIIM) [34, 37, 38].
Coriacto IIITIIM Bce XpoHUYecKre 3a060JIeBaHUS SIBJISIOTCS Pe3yIbTaTOM
He0JIaroNpUATHOTO coueTaHust QYHKIMOHAIBHO HeMOJHOLIEHHBIX aJlIeNieit
TeHOB «IIPeAPaCIIOI0KEeHHOCTH», ATOJOrN4ecKril 3¢ deKT KOTOphIX ycy-
ry6JIsieTcsi MPOBOLMPYIOIMMY (TIOBPeXAA0MUMI) (aKTOpaMy BHeIIHei
cpezbl. YcIiexu MOJIEKYJISIDHOM GHoJoruu B pa3paboTke 3¢p@eKTUBHBIX
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MEeTO/I0B H/IeHTU(PVKALINY TaKUX TeHOB — KaHAuAaToB M®3, ocHOBaHHBIX
Ha TOJHOTEHOMHOM CKPHMHUIHTe ajlTeNbHBIX accoumanuii (Genome Wide
Association Studies — GWAS) u TeXHOJIOrUsAX CeKBeHUPOBaHUs (IpoUTe-
HMA TIEPBUYHOI HyKJIeOTH/IHOH nocesioBaTenbHOCTH JIHK) HOBOTO MOKO-
nenusi (Ntw Sequence Technology — NET), 03BOJISIIOT HAZIeAThCSA HA TO,
4T0 B 0003pUMOM Oy/yiem reHetideckrie ocHoBbI JICT 6yayT paciurpo-
BaHbI.

Ha MonekynspHoM ypoBHe I'Tl nposBisercss HeGOJNBbIIMMU OTKJIO-
HEHUAMU HYKJIEOTMJHOM I0CJIeJ0BaTeJbHOCTH, KOTOPble COBMECTHMBI
C BBDKMBAEMOCTbI0 0COOH, HO YacTO MPUBOJAT K OINpe/ieleHHbIM BapHa-
UM CTPYKTYPHI U QYHKIIMU COOTBETCTBYIOIINX OETKOB. SIBJIsAsCH 3a4ac-
TYI0 HeITpaibHbIMU, U3MeHeHns1 [ITHK npoucxozsaT He TOIbKO B KOJUPY-
IOIIMX, HO ¥ B HEKOJUPYIOLIUX YacTAX reHoMa. ['T] MeHblle To/iBepraeTcs
eCTeCTBeHHOMY OTOODY, @ IOTOMY €ro 4acToTa B ONYJIALMAX BeCbMa 3Ha-
YyuTeNbHa. AJUle/ibHble BAPUAHThI OT/eIbHBIX TeHOB BCTPEYaloTCsA C yac-
TOTOM 0KO0JIO 5 %, T. €. IPUCYTCTBYIOT Y 3HAUMTEIbHON YaCTH NONYJALINN
[37, 38, 40, 41]. T'ensl, ayuienibHbIe BapUaHThI KOTOPBIX MPeAPacoaraloT
K Pa3BUTHIO YaCThIX MyJIbTU(QAKTOPHBIX 3a60eBanuit (M®P3), mony4yunn
Ha3BaHue <«I'eHOB IPeApacooXeHHOCTH». Kak yxe 0TMe4asnoch, BO3-
HUKHOBeHHe KoHKpeTHoro M®3 omnpenenserca myrauuamu uinu I'TI He
B O/THOM, @ BO MHOT'MX <«I'€HaX IIPeApacIoI0KeHHOCTH», IATOJIOTUYeCKUI
3ddexT KOTOPBIX ycyrybiseTcss IPOBOLMPYIOMMMHY 3a60ieBaHNe Heba-
TOIIPUATHBIMU (aKTOPaMH BHELHEH cpeibl [34].

Basa a7 Menuko-reHetndeckux uccnenosanuii npu JICT 6bia o6oc-
HoBaHa B paborax Y. 0. Topmuna u O. A. TpomoBoii [236]. B uccie-
noauuu O. A. TeHoBO# mpu 06c¢enoBanuy moaApocTkoB ¢ JICT B cenb-
CKuX paiioHax XabapoBCKOTo Kpasi ObUTH BBISIBJIEHBI 0COOEHHOCTH TeHOB
u 1-i1 pa3bl cucTeMbl IETOKCUKALMN — HAKOIJIeHHe QYHKIMOHAJIBHO aK-
TuBHbIX I'TI reHa uutoxpomoB (CYPIAI) u HakomleHue GyHKIMOHATIBHO
HETOJIHOLIEHHBIX aJUleJIbHbIX BapUAHTOB psAna reHoB 2-i ¢asel (GST T1;
NAT2) [73].

Jly4me nsydeHsl Takue cuHTponHble ¢ JJCT cocTosAHMA, KaK IPOJIaIC
ta30BbIxX opraHoB (IITO) u nocTMeHonay3asnbHbI O, HECKONBKO XyKe —
CI'C. M3y4yeHue apyrux acnekToB MyiabrTHdakTopHbiX JICT Haxopurcs
B Ha4YaJIbHOM COCTOSTHUM.

I'eHeTHYeckas AMAarHOCTUKA IpoJanca Ta3oBbIX OpraHos. lc-
CJIeJOBAHMAAMYA TMHEKOJIOTOB IIOKa3aHa MPUYMHHO-CJIe/ICTBEHHAA CBSA3b
IITO ¢ OCT [94, 215, 216]. B coBMeCTHBIX HCCIIe/JOBaHUAX TMHEKOJIO-
roB ¥ reHeTrkoB HUU um. 1. O. OTTa GbUIO YCTAHOBJIEHO, YTO HACTIE]-
CTBEHHBIM (PaKTOPOM, CMOCOOCTBYIOIMM (HOPMHUPOBAHHMIO U MpOrpec-
cuposanmio I1TO, sBnsercs nedekt reHoB ¢asbl II cucTeMbl TETOKCHU-
Kauuu (NAT2, GST T1 u GST M1). IIpu 3TOM TeHOTUI <«MeJJIeHHOTO»
N-aueTunpoBaHus ABJAETCS He3aBUCUMbIM (paKTOpOM GpOpMUPOBAHUSA
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IIpOJIAICa TA30BBbIX OpPraHOB. JIBOMHOW <«HYJIEBOW» TeHOTUIl 10 TeHaM
rnyratuoHTpancdepas GST T1 u GST M1 sBnsieTcsi GaKTOpOM, ycyryo6-
JSIONIUM TsDKeCTb 3abosieBaHus. [loyyyeHHble JaHHbIE MMOKAa3auul OIl-
peZieJIeHHYI0 TIaTOT€HETUYeCKYI0 CBSI3b (YHKIHMOHANBHO OCIabJIeHHBIX
anerneii reHoB riayratuoHTpancdepas (GST T1, GST M1) v apunamuH-
N-aneruntpancepassl (NAT2) c HecocrositensHOCTbIO CT. AnsienbHble
BapuaHThl reHa NATZ2 cBSI3aHbI C TOYKOBBIMU MYTallUsIMU, OOJIBIIMHCTBO
M3 KOTOPBIX HapyLIaeT KaTaJuTu4eckre QYHKIUU U / UM CTabMIIbHOCTh
depmenTa. [eHeTnueckuii fedpekT GepMeHTOB OUOCUHTE3A U pereHeparu
KOMIIOHEHTOB 3KCTpauenoaapHoro Matpukca CT, B 4aCTHOCTH «MeJ-
JIeHHbIN» reHOTUN N-aleTUIMpOBaHUS, ABJIAETCA BaXKHBIM MATOTeHEeTH-
yeckuM ycioBueM ¢opmupoBanus IITO [94]. CymecTByer mo KpaiiHeit
Mepe 13 annenbHbIX BapuaHTOB reHa NATZ2. Paznu4aioT Me/ijieHHble alie-
TUJIATOPbI — TOMO3UTOTHI [I0 MyTAHTHOMY T'eHy U OBICTPbIe — FOMO3UT0-
ThI TUOO IeTePO3UTOTHI IO UCXOTHOMY aJLIento [72].

BbICOKUI MONYJISALMOHHBINA TOMMMOP(U3M XapaKTepeH U ATl APYTUX
reHoB 2-1 $a3sl CUCTeMBI IeTOKCUKAXK. Tak, 94acTOTa HyJIeBOTO TeHOTH -
na GST T1 0/0 B eBponeiickux NONyAANUAX cocTaBnseT 15—20 %, B a3u-
aTckux — oT 11 % y unzuiines fo 58 % y kuraiiues [34, 37, 38, 72].

BolpakeHHBIH MOTMMOPOU3M XapaKTepeH W AT KOJIJTareHOBBIX Te-
HOB. ITo HeKOTOpBIM JaHHbIM, I'T] 3THX reHOB Takxe acconnrposad ¢ ITTO.
Tax, B Hunepnanpax I'TI rena COL3A1 2209G > A (rs 1800255) BbisiBNIeH
y 13 % xeHmuH ¢ [ITO ny 3 % B rpynne cpaBHeHus. [lanuslii I'TI cuuta-
IOT pesieBaHTHBIM pakTopoMm prcka IITO [358]. B monynsanuu Kutaiines
Ha TaiiBane ToT e I'TI rena COL3A1 BbIsiB/ieH Kak ¢akTop pucka ITTO.
B ciyudae I'TT COL3A1 (rs 1801184) Taxoit 3aKOHOMEPHOCTY BBIIBUTb He
yzranock [301]. Y noxunbix kopeiickux xeHuuH ¢ [1TO yarrte BeiABIsA€TCA
I'TI 5x30Ha 31-ro rena COL3A1 G € A. Dror I'TI TakXe cuUTaeTcs OfHUM
u3 pakropos pucka ITTO [350].

B Poccun y xenmuH ¢ IITO wm3ydanach accorpanusi 3a60JeBaHus
¢ G — T I'TI B perynsaTopHoii obnacty rena COLIAI B caiiTe y3HaBaHUS
daxTopom TpaHckpumimu Spl, ¢ Alu u VNTR I'TI noBTOpamMu B TeHe
COL3A1, FokI I'TI rena VDR, Pvull u Xbal I'TI B rere ER-o. BbickazaHO
TIpe/INoIoKeHre, 4To reH KojutareHa 3-ro tuna COL3A1, renotun FokI
reta VDR ABAAIOTCA KaHAWAATHBIMU aJljIeJIIMY, YYaCTBYIOLIMMU B [1aTO-
renese [1TO [271].

l'eHeTHYecKas AMArHOCTHKA ocTeonopo3a. O — mopaxeHue cke-
Jleta, xapakTepusyiomleecs cHiwxkenueM MIIKT, uaMeHeHUAMU apXUTeK-
TOHHMKY KOCTH, IPUBO/AIIMMY K ZiepOpPMaLIUK 1 TIOBLILIEHHON JIOMKOCTH.
Ocreonopo3 Kak MyJibTU(AKTOpHOe 3abojieBaHMe SIBNISIETCS] pe3yJbTa-
TOM B3aMMO/IEICTBHS] MHOTHX HACJIE/[CTBEHHBIX U CPEOBBIX (HAKTOPOB.
CorsacHo oTeyeCTBEHHBIM ZIaHHBIM, ITPOIIECCH PEMOZIENMPOBAHUS KOCTU
¥ KocTeoOpa3oBaHusi Ha 75—85 % HAXOAATCS MOJ reHeTUYeCKUM KOHT-
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posieM. PoJib KaXXIOTro 13 reHOB-KaHAUAATOB B 3TUOJIOTUM 3a00JIeBaHUS
oTipefieJieHa HEIOCTATOUHO YeTKO [72]. [To JaHHBIM KcCeJoBaHuUH, TPo-
Be/leHHbIX B XOpBaTUM, 4acToTa HacjefoBaHus ypoBHA MIIKT Huxe —
22—42 % B 3aBAUCUMOCTH OT JIOKaau3anuu. Camas BbICOKas 4acToTa —
B TpabeKy/IsIpHO 4acTy MO3BOHKOB, caMasi HU3Kasi — B JIy4eBOM KOCTH.
MIIKT 3aBUCHT 4 OT ypOBHS GpU3NIeCcKoi akTuBHOCTHU [307].

B renHo# cetH, cBsi3aHHOU ¢ popMmupoBaHueM O y B3POCIIbIX, OCHOB-
HYIO POJIb UTPaeT PsiJi TeHOB, OTBETCTBEHHBIX 3a Pa3Hble 3BeHbs1 MeTabo-
JIM3Ma KOCTHOU TKaHH |34, 104]. 1o naHHBIM 1JabOpaTOPHUH IPeHaTaIbHON
IUATHOCTUKY HaCJIeACTBeHHbIX 3a0oneBannii ®IBY «HUU aKylIiepcTBa
1 ru"ekosoruu um. . O. Orta C30 PAMH», 0CHOBHBIMU TeHaMU-KaHA-
natamu O nis Hacenenusi CaHkt-Ilerepbypra siBnsitorcss COLIAI u VDR.
BrisiBIIeHUE reTepo- 1 0COOEHHO TOMO3UTOT MO MATOJIOTUYECKIM aJlIesIsiM
3TUX I'eHOB, Y KOTOPBIX BeposATHOCTb O B 10—15 pa3 Bblllle, 4eM B OMYJIA-
IIUY, TI03BOJISIET CBOEBPEMEHHO HA4yaTh JiedeOHble U NPOPUIAKTUIECKITe
MeponpuATHUs 10 npefoTBpamenuio O. KanaunaTHele reHsl 1o ero ¢op-
MHPOBAHHUIO TIPe/ICTaBJIeHbI B TabJ1. 16 [104].

[IporHocTHYeCcKM HeONAronpusATHbIMU Jisi  kutesneil  CeBepo-
3anazHoOro peruoHa ABJAKTCA S-ajulesb reHa COLIAI u t-amensb reHa
VDR. Tectuposanue I'TI renoB COL1AI u VDR 10 HacTynjieHnst MeHona-
y3bl I103BOJISIET BBIABJIATD XKEHIIMH C HacJleZICTBeHHOM ITpe/ipacloNoxeH-
HOCTBIO K O. VIMEHHO y TakuX JUL NPOQUIAKTHKY HaZlo HAUMHATH PAHO
¥l TIPOBOJIUTH OCOOEHHO MHTEHCHBHO.

Benok kosmarena tima 1 cOCTOMT M3 JIBYX ILiened MPOKOJIareHa o,
¥ OTHOY LIeTIM IPOKOJIIAreHa o.,. FIX CTpyKTypa KOZIMPyeTcsi COOTBETCTBEH-
HO /IByMs1 OYeHb CXOJHBIMU Mexnay coboii renamu COLIAI u COLIA2.
KosnnareH tima 1 — Ma)KOpHBIii G€JIOK MaTPUKCA PHIXJION COeANHUTEINb-
HOM (1o 25—30 %) u koctHO# (90 %) TKaHeil. IIpu aucHanaHce cOOT-
HOIIEHHMSA O, - ¥ oL,-1ieTed (2 : 1) cTpyKTypa BOJIOKHA HapymaeTcs. B rene
COL1A1 wneHTUQUIIPOBAHO HECKOJBbKO BapuaHTOB I'TI, ofHAaKO acco-
nuanus ¢ O gokasaHa TonbKo A1 G — T nonumopdu3sMa B MOJI0KEHUH
+ 1245 [37]. BcnenctBue 3TOM MyTaluy, pacloyioXXeHHOH B peryasTop-
HOIi (mpoMOTOpHO¥) 06s1actyi rena COLIA1, cuHTe3upyeTcsi U30BITOYHOE
Y1CJIO Ilereit IIPOKOJIIareHa o, 4To BefleT K AucOanaHCy HCXOAHBIX TIOMH-
IEeNTU/HBIX IleNleil KoJulareHa U K MosiBJIeHHI0 QYHKIMOHAIBHO HEIIOJTHO-
LIEHHBIX BOJIOKOH (MOJIEKYJIa COCTOMT M3 TPeX Lierei MPOKOJIIareHa o, ).
YcranoBineHo, uro Hanmuure G — T I'Tl B perynsiTopHOil 06JacTH reHa
COLIAI cBsa3ano ¢ ymenbumeHueM MIIKT u Hepenko accouuMMpOBaHO
C IepesioMamMu Kocteii, nopaxeHHbIXx O. [eHoTUN S/s BcTpeyaeTcs B/BOe
Jaie y 60JbHBIX € ero TsokenbiMu popmamu O. MIIKT y rerepo3uror
G/T (S/s-renotun) Huxe, 4eM y romo3urot G/G (S/S), a y roMo3uror
T/T (s/s) HUXe, 4eM y UHAUBUAYYMOB C reHoTUnamu S/su S/S [72].
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ITo umeromumcs faHHbIM, B CeBepo-3anasHoM perroHe Poccuu yac-
TOTA reHOTUIa S/s y )KeHIIMH ¢ IPU3HaKaMU ITOCTMeHomnay3aabHoro O 7o-
CTOBEpPHO OTJIMYaNach OT TaKoBOU B nomnyssauuu (19,4 u 29,3 %). B rpyn-
Te )KeHIIVH ¢ TskesbiM O YacToTa MalveHToB C TeHOTUNOM s/s B 10 pa3
IpeBbICKTIa TAKOBYIO B IpyIllie cpaBHeHus |34, 104].

[TepBUYHBIN NPOAYKT TpaHCASAUMK TeHa VDR, GeNoK pelenrtopa BU-
TamrHa D, cocTouT 13 467 aMUHOKUCIOT U SBJIAETCA BHYTPUALEPHBIM
penieniTopoM, OTHOcsmuMcs: K rpynne J[HK-cBs3bIBaroIux GeaKoB.
Hau6oblee 4ucyIo nccieoBaHMA NOCBAIMEHO aHanu3y Bsml-T'TI u He-
paBHOBecHO cuerieHHoro ¢ HuM Taql-T'TI. B nocienHeM ciydae B Gesike
HabJII0/jaeTcsl 3aMeHa M30JIeiI[iHa Ha METHOHWH. Pe3y/ibTaThl reHeTu-
94eCKOTO TeCTUPOBAHUS CBU/IETEILCTBYIOT O TOM, YTO y 60/BHBIX ¢ O Jac-
TOTa HeNoJHOLIEHHOTO #-ajijiefil B 2 pa3a IpeBblIlaeT MONYIALNOHHYIO.
Yacrora f-romosuror B CeBepo-3anafHOM PerdOHe COCTaBJIAET OKOJIO
5 %, 4T0 B 4 pa3a HIDKe TaKoBOW B BenukoOputaHuu. TecTHpOBaHKE
aJUTeJIbHBIX BAPMAHTOB TeHOB MO3BOJISieT C GOJBIION J0yiell BEPOSITHO-
CTHU BBISIBUTH JIUII C HACJIe[ICTBEHHO! MTpeapaconokeHHocThio K O [72].
Takum 00pa3oM, CpaBHEHUS M aHaJU3 aJUleJIbHBIX YacTOT OZHO3HAYHO
TMIOKa3aJy Haludue 4eTKoi accouuanuu O ¢ HammdreM GyHKIHNOHAIBHO
HeIoJIHOLIeHHbIX aesneit reHoB COL1AI u VDR3 [34, 37, 38, 72, 104].

lenetukamu ITpuMopcKoro Kpas takxe mokasaHo, 4ro I'TI renos VDR
(Bsm1l) u COLIA1 (Spl) urpaeT BakHyI0 pOJjb B IIpoliecce OCTeoreHesa,
3T T'e€Hbl aCCOLMMPOBAHbI C MapKepaMu KOCTHOTO 0OMeHa, YTO CBUJie-
TeJbCTBYeT 00 X QYHKIMOHAJIBbHOIN 3HAYMMOCTH B Pa3BUTHUH OCTEOTIeHHU -
yeckoro cuHzpoma [61]. M3BecTHO, uTO MccneoBaHHadA npu O MyTalus B
reHe VDR onpeziensieT NOBBIIIEHHYIO YCTOWMYMBOCTb K TyOepkyne3y [291].
He MCKII0Y€HO, YTO ecTeCTBEHHbIN 0TOOP 1O NPU3HAKY YCTOWYMBOCTU K
TyOepKyJie3y 1 ObUT IPIYMHOM MacCOBOTO PacIpOCTPaHeHHUsI aJlIeIbHOTO
BapMaHTa reHa, accoruupoBaHHoro ¢ O [324].

ITo JaHHBIM eTepOYyPrcKUX SHAOKPUHOJIOTOB, ajuenb s-reHa COLIAT
u FF-renorun VDR accouuupoBaHbl ¢ OCTEONIOPOTUYECKAMU I1epeioMa-
mu, BAtBAt- u FF- reHotunbl VDR — ¢ CeHUTbHBIMUA. 3HAYUMbIMU (aK-
Topamu B pa3BuTun O ABJSAIOTCA TaK)Ke HU3Kas GU3ndecKast akTUBHOCTD,
obeiHeHHas KaJblieM JveTa, JIaKTalus Ha MpoTsbKkeHUU Gosee 18 mec.
BhisiBIeHUEe TeHeTH4ecKuX MapKepoB O MOXeT OBbITh MOJIE3HBIM MPH BbI-
6ope npodunakTrdeckux meponpusatuii O. B yactHocty, BAtBAt- u FF-
reHOTUITbl VDR SBJSIOTCS BaKTOpaM¥ PUCKa pPa3BUTHUA ceHMIbHOTO O,
s-annesnb reHa COLIAI, FF- resotun VDR 1 XX- TeHOTHII F'eHa 3CTPOreHO-
BOT'O pelienTopa — NocTMeHomnay3anbHoro O [178].

CornacHO [aHHBIM WTaJbsAHCKUX aBTOPOB, BB-reHorun I'TIBsml
reHa VDR y ieBouek JJ0nybepTaTHOrO BO3pacTa acCOIMUPOBaH ¢ 60JIb-
MM IPUPOCTOM KOCTHOM Macchl IpH ZI0Talluy Kanbuua 850 Mr B CyTKU
B TeYeHHe rojia, 4eM TaKOBOH Y JieBouek ¢ Bb-renotunom. ¥ nereii ¢ bb-
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TeHOTUIIOM OTMedasicsi HAaMMeHbIINH IPUPOCT KOCTHOM Maccel. I'TI reHa
VDR OTBOJUTCS Ba)XHOE MECTO B BOSHUKHOBEHUU [TI0CTMEHOIay3albHO-
ro O [405].

CI'C. HaubobI1yto poJib UTrPaioT U3MeHeHUs TeHOB KoJutareHa I tumna
o, u o, [369]. Uccnenosanusamu B FOAP BoisBsien Bknan spl-TTI B un-
tpoHe 1 rena COLIAI B popmupoBaHue pa3pbiBa MepeiHell KPecTOBU/-
HOW CBA3KM KOJIEHHOrO cycraBa. Cpeau CIOPTCMEHOB C pa3pblBOM 3THX
cBA30k TT-reHoTUN BCTpedascs pexe, yeM B TpyImIe cpaBHeHus [398].
Tecruposanue I'TT COLIAI IMPOKO HUCIIONb3YeTCs B COBPEMEHHOU CIIop-
TUBHOW MeJULIVHE [JIs BBISBJIEHUS JIAL C BBICOKOW HACJIe[CTBEHHOU
TIPe/IpacIoiOKeHHOCTBIO K Pa3PhIBY KPeCTOOOPA3HbIX CBSI30K U OTPBIBY
axXUJUIOBA CYXOXKUJINS.

2.10.2. CobcTBeHHbIe pe3yAbTaThbl
MOAEKYASIDHO-T€HeTU4eCKOro 00CAeA0BaHUs

Anamn3 mnomuMop¢usma reHoB KosmareHa I rtumma (COLIAIL,
rs 1800012) u peuentopa ButamuHa D (VDR, rs 731236) npoBopunu
y ZeTeii 1-i IpyIIIBI U y leTel TPYIIIbl CPaBHEHNUs], BKJIIOYaroLel 82 310~
poBbIX pebenka 6e3 mpusHakoB [ICT. Y nereit ¢ [ICT (rpymma 1) uzy-
YeHbl Takke ocobeHHOCTH ['TI reHoB 2-ii (asbl CUCTEMBI I€TOKCUKAIIUN
kceHo6notukoB (GST T1, GST M1 u NATZ2). Y 20 neteit moarpynms! la
ObLIM TaKXKe OIpeJeseHbl TeHOTHUIIBI U aJIJIeNIM OJJHOTO M3 TeHOB Mar-
PUYHBIX METaJUIONPOTeNHAa3 — MHIMOUTOPA aKTHBATOpa MIa3MUHOTeHa
tuna I (PAII).

MorekyspHO-TeHeTHYecKue MCCel0BaHUs TPOBOAMIUCH B Jlabopa-
TOpPUHY IpeHaTaJbHON JUarHOCTUKY HACJeACTBEHHBIX U BPOXKEHHBIX 3a-
6oneBanuii B ®I'BY «<HUUAT um. [I. O. Otras> C30 PAMH Ha o6pasiiax
IOHK u3 neiikonuToB nepudepudeckoir KpoBu. KpoBb i Monekysp-
HO-T€HeTUYeCKOT0 MCCIeJoBaHUsA 3abMpanach B X0/ie BBIIOJHEHUS K-
HMYeCcKOoro aHanu3a B konudectse 0,3 M, cMmemnuBaiach ¢ 0,2 ma DTA
U 3amopaxusanach npu —18 °C. IHK Bbizensanach, 3aMOpPa)KUBajach
Y COXpaHsAJIach 10 CTAHAAPTHON MeTO/UKe.

O6ceoBaHye BKIIIOYAJIO OIpeieIeHue:

1) TII B monoxenun +1245 rena xomnarena I tuma o, (COLIAI,
rs 1800012), B pe3ysbraTte KOTOPOrO BO3HUKAeT (PYHKIHOHAJIBHO HEIOJ-
HOLIeHHBI aJulesIb S, aCCOLMUPOBAHHEIN co cHkeHreM MIIKT y B3pocibIx
[181];

2) Taql I'TI B rene penenTtopa BurtamuHa D (VDR na 12q12—ql4,
rs 731236), penkuil t-annenb KOTOPOTO aCCOLMMPOBAH CO CHIKEHUEM
MIIKT y B3pocnsix [181];

3) 4acTOTBI HyJIeBBIX T€HOTHUIIOB 'eHOB 2-1 $a3bl AeTOKCUKALUK Kce-
HOOMOTHKOB — reHbl rmoTaTuoHTpancdepas (GST T1, GST M1); pacmpe-
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IiesleHue TeHOTHUIIOB U 4acToT HopMmasbHoro (F) u ¢yHKUMOHAIBHO OC-
nabneHHbIX (s1, s2, s3) anneneii reHa apuiaMiH-N-ateTuaTpaHcdepasbt
(NAT2) [72];

4) yacrotsl 4G u 5G anneneii I'T] reHa MaTpU4HOI MeTaJJIONPOTeNHA-
3bl (MAP9) — uHrubMTOpa aKTUBaTOpa IIa3MuHoreHa Tumna I (PAII).

IMonymnsuuonHele yactoTsl I'TI renoB NAT2 (N-auerunrpancepasa;
GST T1 (del) (rmotatnoH-S-tpancdepasza T1); GST M1 (del) (rmota-
THOH-S-TpaHcdepasza M1) u MAP9 panee 6butn uzydenol B HUMAT
uM. [I. O. OrTa, no3ToMy cpaBHeHHe 4acToT Il 3THX reHOB y GOJbHBIX
¢ [ICT npoBOAUIOCH C COOTBETCTBYIOIIMMY TOMYJIAIXOHHBIMYU JAHHBIMU
nuist xxureneii CeBepo-3amnagHoro pervona P® [36—38, 94].

2.10.2.1. Pe3ynbTaThl ONpeAeeHUs NoIUMoOpQu3MoB reHOB
COL1A1un VDR

CpaBHeHHUe YaCTOT ajuiesieil y GOJMBHBIX U 30POBBIX MHAWBHUAYYMOB
[I03BOJIAET OLEHUTH CTeneHb acconuanuu I'TI uccmenyeMbIx TeHOB C 3a-
GoJieBaHMEM, T. €. B HAIlleM CJly4yae — WX BOBJIeYeHHOCTb B rene3 [[CT.
I'padudecku pacipesiesieHre 9acTOT TeHOTHIIOB B UCC/IEOBAaHHBIX IPYII-
nax npusejeHo Ha puc. 30, pacnpezenenue ajueseid B 1-i rpymnmne v rpymn-
Iie CpaBHeHNs — Ha puc. 31.

A
% 697 695

70 1

60 [

50 1
40 1"
30

20 7

Ten COLIAT T'ett VDR

[ - 1-a rpynma
[ |- rpynna cpaBHeHust

*_p<0,05

Puc. 30. PactipesieieHrie TeHOTHUIIOB B MCCJIE/lyeMbIX IPYIIIIax
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Puc. 31. acroTa ajiesiedl B MCCJIelyeMbIX IPyIIax

Kaxk crneznyeT U3 npuBeJileHHBIX JJAaHHBIX, YAaCTOThl PeJKUX TeHOTUIIOB
ss (COL1IAI) utt (VDR) B 1-#i rpymnme OblLiv MeHbIIle, 4eM B TPYIIIE CPaB-
HeHus. [Ipy HTOM YaCTOTHI COOTBETCTBYIOIINX ajljiesiell B 00enX rpymmnax
ObLIM IPUMEPHO OJMHAKOBLIMU. TeHoTHH SS cpeau zeteit ¢ [ICT Boob1ie
He 0OHapy’KeH, a FeHOTHII tt B OCHOBHO 'PYIIIIe BCTpeYascs B 3 pa3a peixe,
4eM B I'pyIne cpaBHeHUA (2,6 1 8,5 % COOTBETCTBEHHO).

2.10.2.2. OueHka B3auMocBA3H nonumop¢du3mos renos COL1A1
u VDR v cCHU>KeHH sl MUHepaJbHOMH IVIOTHOCTH KOCTHOM TKaHU

Cpenu 70 gmereii ¢ ICT 1-ii rpynmbl, y KOTOPBIX OBbLJIO MIPOBEZEHO Te-
HeTU4ecKoe TecTupoBaHue u onpezgenesa MIIKT, reHoTun ss onpezensn-
capexe (0u 5,6 %), Toraa Kak 1o 0CTaJIbHBIM ITPOLIEHTHBIM [TOKa3aTesAM
pasnuuus no yacroram ['TI Mexzy MccieJOBaHHBIMY IPYIIIaMyU ObLIY He-
ZOCTOBEPHBIL.

Oco6eHHOCTH cOueTaHN ajllesieil ¥ TeHOTUIIOB 3yJaluch Y ieTeil co
cumwkenreM MIIKT. Camxenune MIIKT Bo BceM ckesiete oTMedeHO Y 37 %
nereii ¢ [ICT (27 u3 70), 1 He OBUIO 3aPETrMCTPUPOBAHO HU Y OZHOTO U3
36 mereii rpynibl cpaBHeHus. I1pu 3Tom reHorun ss resa COLIAI B 1-14
TPyIIIle He ONPeZeNsICcs, a B IPYIe CPaBHEHUS OH ObUI 3apPerrCTpUpo-
BaH B 5,6 %. Paciipezienenue renotunos u anineneit I'TI rs 1800012 rena
COLIA1y pereii 1-1 rpynmsl u rpymnmnel cpasHenus ¢ MITIKT B nosacHnd-
HOM oTzesie HIKe —1 STD (ocTeoneHus + 0CcTeonopo3) MpeAcTaBieHo Ha
puc. 32. Kax cienyer U3 quarpaMmel, y feteil 1-1 rpymnsl 4acToTa reHo-
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Puc. 32. Yacrota reHotunos u ayneneit GT-nomimopdusma rena COLIAL y fie-
Tel, umeromux cHrxeHre MITKT 3HaunTtenbHee —1 STD B nosICHUYHOM OTZene
MI03BOHOYHUKA (OCTEOIEHNS + OCTEONOPO3)

TUIa SS 3HAYMMO BbILIE, @ SS U SS, COOTBETCTBEHHO, HIDKe, YeM B IpyIlie
CpaBHEHUs.

YacroTa Ma>xopHoro anens Sy gereii ¢ [JCT 3Ha4MMO Bbllle, a MUHOP-
HOT'O S — HIWXe, 4eM B rpynie cpaBHeHus. Cpeau 38 peteid 1-1 rpynmsl ¢
MIIKT B mosicauyHOoM oT7iesnie MeHee —1 STD (ocTeoneHus + 0cTeonopo3s)
FeHOTHII SS onpezieNiAcsA 3Ha4MMO 4alle, YeM y AeTel IpyIbl CpaBHEHUA
(68,4 1 33,3 %), rerorun Ss — pexe (31,6 u 50,0 %), ss He ObLI BbISIBJIEH
(0,01 16,7 %). Pacnpenienienuie reHOTHUIIOB U aJUlesieif U3y4YeHHBIX T'eHOB Y
nereii ¢ MITKT B NOACHUYHOM OTZeJIe HYDKe MeJUaHbl JIsl JAHHOTO 110714,
BO3pacTa U GU3MYEeCKOro Pa3BUTHSA MPEJICTABIIEHO Ha puc. 33. U B aTOM
cJlyyae TeHOTHII SS He ObLI OOHApY)XeH, ajyelb S BCTpeyaeTcsi 3Ha4UMO
Yaile, a S — pexxe, 4eM B IpyIIe cpaBHeHUs. TeHJeHIU U U3MeHeHus
CXOZIHBI C BBILIEONMCAaHHBIMY, HO BBIPAXKEHBI MEHee Pe3KO.

Y nereii 1-ii rpynnsl ¢ MITKT B NOACHUYHOM OTZiesie BbIlle Me/liaHbl
pa3JMyuii B 4aCTOTaX FeHOTUIIOB SS, Ss U SS He ObLIO BHISIBIIEHO. Y 62 Jie-
Teil 1-i rpynnel ¢ MITKT B NOSCHUYHOM OT/ieJie HYKe Me/InaHbl 3HAaYUMO
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Puc. 33. YactoTa reHOTHIIOB U aniesieit moaumopusma rena COL1AT y neteit, ume-
romux cHrkeHne MITKT B mOsSICHUYHOM OTZesie IO3BOHOYHMKA HUKe MeJaHbl

pexe Bcrpevasncs rerotui ss (0,0 u 9,5 %). [ereil, UMEIOLINX CHIDKEHUE
MIIKT Bo BceMm ckesneTe 3HaunTesnbHee —1 STD (ocTeoneHus + ocTeono-
po3), B TPyIIe CpaBHeHUS He BBIABJIEHO, TOTJA KakK B 1-I rpylme Takux
6b110 GoJbIIe MOTOBUHBI (37 U3 62). Paciipenenenue reHotunoB SS, Ss
1 s y 26 fereil 1-i rpynmsl coctaBuio 53,8, 46,2 u 0 %, a yacrora Mu-
HOPHOTO ajutesia s gocturana 23 %. Cpeau neteid 1-i pymibl, y KOTOPBIX
MIIKT Bo BceM cKeJieTe Gbiia Bblilie CPeHEBO3PACTHOM, pa3inyuii B yac-
TOTHOM pacIipe/ie/ieH|y FeHOTUIIOB SS, Ss U Ss BbIABJIEHO He Ob110. Cpenu
52 peteii 1-i rpynmbl ¢ MIIKT Bo BceM cKeseTe HUKe Me/iMaHbl BblsIBJIEHA
ZI0CTOBEpHO OoJiee BbICOKas yactora renorumna SS (65,4 1 33,3 %) u HU3-
Kasg — reHoruna ss (0 u 33,3 %). letu 1-# rpynmnsl co cHkeHneM MITKT
Yalie UMeJIM TeHOTUN SS ¥ pe)ke 0Ka3bIBaJIMCh FeTepO3UroTaMu (TeHOTHI
Ss), uem netu rpynisl cpaBHeHusA. O4eBUHO, JaHHBIN TeH He Urpaer Cy-
mecTBeHHOH ponu B GopmupoBanuu OIT ¢ ICT y fereid.

Ha puc. 34 npezcTaBieHO pacrpe/iesieHue TeHOTUIOB U ajuteneii I'TI
rena COLIAIy nereii c MIIKT Bo BceM CKesleTe HUKe MeiaHbl. M B 3TOM
CJly4ae 4acToTa reHorumna SS B 1-1 rpyIe oKasanach BbIIIE, & SS — HIXKeE.
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Puc. 34. YacroTa reHOTUIIOB U ajuieneil monuMopousma rena COLIAI y neteid,
uMetomux cHmkeHrne MITKT Bo BceM ckesieTe HIKe Me/lIaHbI

CyMMupys ToJTy4eHHbIe Pe3yJIbTaThl, MOKHO C/ielaTh BBIBOJ] O Goee
BbICOKOW yacroTe regoruna SS reHa COL1AIy pereii ¢ ICT u cHMXeHreM
MIIKT. IIo Bceit BeposaTHOCcTH, cHXeHue MIIKT y pereit ¢ JICT He ac-
COLIMMPOBAHO C JaHHbIM monuMopduamom rena COLIAT u 06ycIoBIeHO
APYrUMU IPAYMHAMU.

Cpenu 70 neteit 1-i rpyTIibl, y KOTOPBIX ObLIO MPOBEZIEHO reHeTHYecKoe
tectrupoBanue u omnpezesnena MIIKT, resorun TT rena VDR BcTpeyvascs He-
CKOJIbKO pexe, uyeM B rpyrne cpaBHeHus (45,7 u 61,1 % cOOTBETCTBEHHO),
a Tt — vame (51,4 u 33,3 %). 113 38 gmereii 1-i1 rpynmnsi, MITIKT y koTopbIx
Obly1a CHIDKEHa B MOSICHIYHOM oT/iesie 3HaunTesbHee —1 STD (ocreoneHus +
+ 0CTeornopo3), YacToTel reHOTUNOB TT u Tt COOTBETCTBOBAIM TTOKA3aTENAM
TPYIITBI CPaBHEHUS, a reHOTHII tt Berpedascs vyaite (5,3 1 0 %). CooTHolIeHne
TeHOTHUIIOB U ajuieniedt o Taql-nomumopduamy reHa VDR y neteil, umero-
X 3HauuTenpHoe cHrokeHre MITKT B OACHUYHOM OTZiesie TI03BOHOYHMKA
(ocTeonenus + 0CTEONOPO3), MpezicTaBeHo Ha puc. 35. YacTora reHoTumna tt
cpenu fieteil 1-1 rpyminel BbIlle, YeM B IPyIIIIe CPABHEHHUs.
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Puc. 35. Yacrora reHOTUIIOB 1 ayutesiet o Taql-nomumopduamy rena VDR y fie-
Tel, numeronux cHmkeHnue MITKT 3HauutenbHee — 1STD B MOSICHUYHOM OT/eJie
MI03BOHOYHUKA (OCTEOTIeHHs + OCTEOII0pPO3)

Y nereit 1-ii rpynnsl ¢ MITIKT B NOSICHUYHOM OTZieJIe BbILIEe MeIuaHbl
pasimuuus B pacnpegenenny resorunos TT, Tt u tt oTcyrcrBOBaMN. ¥V 62
nereid 1-it rpynmsl, MIIKT B HOSICHUYHOM OTZiesie KOTOPBIX OblTa HIKe
MeJlMaHbl, OTMeYajIoCh JOCTOBEpPHOE YMeHbIlleHHe B CPAaBHEHUU C KOHT-
poseM 4acToTbl reHOTUNOB TT (46,8 1 71,4 % COOTBeTCTBEHHO) U tt (3,2
1 9,5 %) 1pu Bo3pacTaHuu OoJjiee 4eM B 2 pa3a YaCTOThI [€TePO3UTOT —
regotuna Tt (50,0 1 19,0 % cOOTBETCTBEHHO).

Ha puc. 36 mpexcraBneHa auarpaMma paclipefieleHusi FeHOTHUIIOB
u annesneit o Taql-nomumopdusmy rena VDR y neteit ¢ MIIKT B nosic-
HUYHOM OT/ieJle T03BOHOYHMKA HIKe MeIlaHbl.

Tenorun TT y meteid 1-i rpynmsl BCTpevascs JOCTOBEPHO pexe, a re-
HOTUI Tt COOTBETCTBEHHO Yallle, YeM Y IeTeld C TAKMMU JKe 0COOeHHOCTSIMU
MIIKT u3 rpynmnsl cpaBHeHus. TONBKO cpeau feTe 1-i rpynmnel oTMede-
HbI c1ydau cHkeHns MITKT Bo BceM ckenete 3HaunTenbHee —1 STD (oc-
TeomeHus + ocTeonopos). I[Ipu sTom cootTHoeHue reHotunos TT, Tt u tt
COXPaHAJNIOCh IPUMEPHO TAKUM Xe, KaK U y fieTeid co cHmwkenuem MITKT
TOJIBKO B IIOACHUYHOM OT/ieJle I03BOHOYHMKA. Cpean feTeid 1-1 rpymmsl,
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Puc. 36. YacToTa reHOTHIIOB 1 ajuiesield 1o omumMopduamy resa VDR y neteit, uMe-
romux cHmkenre MITKT B mosICHUYHOM OT/iesie [T0O3BOHOYHMKA HUKe MeIhaHbl

y kotopbix MITKT Bo BceM ckeJieTe Obuia BBbILIe CpeIHEBO3PACTHOIA, Yac-
torta reHoruna TT 6bina Hwxe (37,5 1 60,0 % COOTBETCTBEHHO), @ TEHO-
tumna Tt — Beime (62,5 1 40,0 %), 4eM y feTell rpyniel cpaBHeHus. Cpean
54 nereii 1-i rpymmel, MITKT KOTOpBIX BO BceM CKeJieTe ObLia HUXKe CpeJi-
HeBO3pacTHO, yacToTa reHoruna Tt Bbime (48,1 1 33,3 %).
Pacnipenienenvie reHoTMnoB u asuieneil Taql-momuMopdusma rena
VDRYy peteii c HuskuM MIIKT Bo BceM ckeJieTe, Ipe/iCTaBJIeHO Ha puc. 37.
Yacrora tt-reHotuna B 1-i rpymnmne okasajach JOCTOBEPHO CHVKEHHOM.
CyMMHpY4 BBILIEU3I0XEHHOE, MOXXHO OTMETHUTb, 4TO y JieTei 1-1 rpymisl
co camwxeHrneM MIIKT ¢yHKUHMOHANBHO HETOJHOLEHHbIE TeHOTHITb! Tt
BCTPeYaroTCs yallle, 4eM B rpymnie cpaBHeHus1. CieZjoBaTelbHO, HaJluyue
ajuiesis t aCCOMUPOBAHO C pa3BuTHeM ocreonenuu y gereii ¢ JICT.
Cpenu 70 meteii 1-if Tpymnibl, y KOTOPBIX ObUIO MPOBEEHO FeHeTHYec-
Koe TectupoBaHue U omnpezieneHa MIIKT, renotun TT BcTpevasnca pexe,
4yeM B rpymiie cpaBHeHus (45,7 u 61,1 %), a Tt — vame (51,4 1 33,3 %).
U3 38 pereit 1-it rpynnbl, MITKT B IOSICHUYHOM OT/ieJie Y KOTOPBIX Oblia
CHWXeHa 3HauuTenbHee —1 STD (ocTeomneHus + 0CTeONOpo3), YaCTOTHI
reHotunoB TT u Tt cooTBeTCTBOBAIM MOKA3aTessAM IPYIIbI CPaBHEHUA,
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a redortur tt BcTpeuascd vyame (5,3 u 0 %). Yacrora reHoruna tt y feteit
1-1 rpymniel BbIe, YeM B IPyIIIIe CpaBHEHUA.

Y nereit 1-ii rpynnsl ¢ MITKT B NOSACHUYHOM OT/ZieJie BbILe Me/liaHbl
pasnuuuil B pacupezneneHuu reHotunos TT, Tt u tt He BbIABIeHO. Y 62
nerteii 1-it rpynmnbl, MITKT B MOSICHUYHOM OT/ieJie KOTOPBIX ObUIO HITKE
MeZInaHbl, OTMEYaJIoCh OCTOBEPHOE YMEeHbIIeHNEe B CPaBHEHUU C KOHT-
posieM yacToThl reHoTUnoB TT (46,8 u 71,5 % cooTBeTCTBEHHO) U tt (3,2
1 9,5 % COOTBETCTBEHHO), IIPU 3TOM 4aCTOTHI FeTepo3uroT (reHoTtun Tt)
Bo3pacrau 6osee 4em B 2 pa3a (50,0 1 19,0 % cooTBeTcTBeHHO). [eHOTHIT
TT B 1-i1 rpynne BCTpeyascs 3Ha4MMO pexe, a reHotun Tt — daie, yem
y Zeteii c TakuMu ke ocoberHocTssMu MITKT B rpymme cpaBHenusi. TobKo
cpenu nereil 1-i rpynnel oTMedeHsl ciay4dau cHkeHuss MITIKT Bo BceM
cKenete 3HauMTeNbHO Gosiee —1 STD (ocreomenust + ocreonopos). Ilpu
3TOM COOTHOIIeHre reHOTUNOB TT, Tt 1 tt COXpaHAIOCh IPUMEPHO TAKUM
Xe, Kak 1 y fietei co cHwkenreM MIIKT B OsICHUYHOM OTZiesIe O3B0~
HOYHUKA.

Cpenu nmeteii 1-it rpynmel, MITKT KOTOpBIX BO BCeM CKejieTe ObLIa
BBIlle CpPeIHEeBO3PACTHOM, dyacTota reHotuna TT Obuta Huxe (37,5
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Puyc. 37. YactoTa reHOTHIIOB U ajlenieil mo momumopdusmy resa VDR 'y nmereit,
uMelommux cHkenre MITKT Bo BceM CKeJleTe HIDKe MeZIHaHbl
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1 60,0 %), a reroruna Tt — Bbime (62,5 u 40,0 % COOTBETCTBEHHO), YeM
B rpynmne cpaBHeHus. Cpenu 54 neteit 1-i rpynmel, y kKoTopbix MIIKT Bo
BCeM CKeJieTe ObUIa HUKe CPeZIHeBO3PACTHOM, YacToTa reHoTumna Tt okasa-
nack Boimte (48,1 1 33,3 % COOTBETCTBEHHO).

CyMMHpYSl MO’KHO OTMETUTbD, YTO y ieTeld 1-ii IpyIIbl CO CHYXEeHUEeM
MIIKT renorunsl Tt u tt BcTpedanuch 4alle, 4YeM B IPYIIIe CpaBHEHUS.
CnenoBarebHO, Hajudue anjens t reHa VDR MOXeT UrpaTh poJib B pas-
BUTUU ocTeoneHnu y geteit ¢ ICT.

2.10.2.3. Pe3ynbTaThl ONpeAeIeHus NoauMopdu3sMoB reHoB
COL1A1 u VDR B noarpynme aereii ¢ MappaHONoa0OHbIM
denoTHuIOM

Cpenu 70 gneteit ¢ JICT, obcie0BaHHBIX TeHETUYECKH U JIEHCHUTO-
MeTpUYecKy, BbiziesieHbl 22 pebeHKa ¢ MapdaHONIO0OHBIM (EHOTHIIOM.
[Toarpymmsl ¢ ApyruMu GpeHOTHIIAMH BBIZIEINTH He YaJ0Ch U3-3a MaJo-
YHCIIEHHOCTY U CJIOKHOCTH 11 depeHIIMpoBKY GEHOTHUIIOB Y JieTell.

Ha puc. 38 npencrasieHo pacipeziesieHue reHOTUIIOB U aJljlesield 1o
GT-nomumopousmy rena COLIAI (rs 1800012) B moarpymme ¢ MapdpaHo-
M0ZIOOHBIM F€HOTHIIOM U B IPYIIIe CPaBHEHUS.

YacroTa SS-reHOTHUIIA B JAHHOU TOATPyIIe ObUIa 3HAYMMO CHIDKEHa.
YacToTh! IPYrUX TeHOTHIIOB U ajljesieil JAHHOTO MOJIMMOppr3Ma Mexay
TPyNIaMy He pa3Inyajvch. B moarpynme fereit ¢ MappaHonono6HbIM de-
HOTUIIOM 4aCTOTA FeHOTHUIA SS ¥ COOTBETCTBEHHO aJljiesis S BhILIE, a SS re-
HOTHUIIA ¥ aJUleJid S HUKe, Y4eM B KOHTPOJIbHOM rpynme. CHrxenne MITKT
B L,L, y mereit c mapdanonofo6HeIM GeHOTUIIOM BCTpeyanoch B 3 pasa
yaie, yeM B rpymnie cpaBHeHus (59,0 u 16,7 % COOTBETCTBEHHO), HO He
OTJINYaNI0Ch OT 1-# rpynmel. IIpy 3TOM YacToTa reHoTUIoB SS U Ss reHa
COLIAI He oTiMyajach OT Pe3yJabTaTOB IPYIILI CPaBHEHUA. B JaHHON
noarpynme B cay4asx cHrkeHus MIIKT B MOSACHUYHOM OTZelle 3Ha4U-
tenbHee —1 STD uame BbiABsAICA reHoT!n SS (53,8 1 33,3 %).

Ha puc. 39 npencrasieHo paciipefiesieHye TeHOTUIOB U ayeneid GT-
nonumopdusmarena COLIAT (rs 1800012) y mneteii co cHmxeHreM MITKT
B IIOSICHUYHOM oT/iesie 6osee yem —1 STD B moarpymnme ¢ MappaHonozno6-
HbIM (PEHOTUIIOM IO CPAaBHEHUIO C TAKOBBIMHU I'PYIIIIbI CPABHEHMUS.

Tt-renotun rea VDR B moarpymme zeteil ¢ MapdaHONOAOOHBIM
deHoTunom Berpevancs 3HauuMo dame (54,6 u 33,3 %). YacroTa cHU-
xeHns MIIKT B aToii moArpymme He OTIAYanach B LEJIOM OT NAHHBIX B
1-it rpymnme, HO 6bUIa 3HAYMMO BBIIIE, YeM B rpymmne cpaBHeHus. MIIKT
CHIDKEHA B NTOSICHUYHOM OTZiesie 3HauuTenpHee —1 STD y 59,1 u 16,7 %
coorBeTcTBeHHO. Huskue nokaszarenu MIIKT Bo Bcem ckenere (-1 STD)
y 18,2 1 0,0 %. IIpu 3TOM pacipesesieHre TeHOTUIIOB U aJUlesIeld I10 TeHy
COLIAI B 1-1 rpymme u rpyIie CpaBHeHUs He OTIAYaIOCh.
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Puc. 38. Yacrora rerorumnos u anneneit no GT-nonmumopdusmy rena COLIAI
(rs 1800012) B noarpymie ¢ Map$paHONOL06HBIM GpEeHOTUIIOM
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Puyc. 39. YacToTa reHOTUIOB U ajuteseil no nomimopdusmy rena COLIAL y feteit
co caxkenreM MIIKT snauynrenbHee —1 STD B HOACHUYHOM OT/eJie B IIOATPYIIIe
¢ MapdpaHOmog0OHBIM GeHOTUIIOM
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Puc. 40. Yacrora reHotunoB u ajueneid no Taql-monmmmopdusmy rera VDR
(rs 731236) B noarpymnie ¢ Map$paHONof06HBIM GpeHOTUIOM
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Puc. 41. YacToTa reHOTHIIOB U ajujesieil o noaumopdusmy resa VDR y nereid co
camxenneM MIIKT 3HauyurensbHee — 1 STD B MOACHUYHOM OTZese MOATPYIIIBI
¢ MapdaHono06HbIM GpEeHOTUIIOM
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Ha puc. 40 npencTaByieHo pacnpezie/ieHye reHOTUIOB U ajutesiedt Taql-
nosmumopdusMa rera VDR B moarpymnme jereil ¢ MapdaHOIOZOOGHBIM
($eHOTUIIOM B CONOCTaBJIEHUU C JAHHBIMU I'PYNIBI cpaBHeHHsA. JacToTa
rerepo3urot (reHoTumna Tt) 3HaYMMO BIIIE B TIOATPYIIIe fieTeid ¢ Mapda-
HOIOZI00HBIM QeHOTUTIOM. YacTOTHBIE XapaKTePUCTUKU OCTaJbHBIX I10-
KasareJsiell FeHHOTO NOJIUMOPPU3Ma CylLeCTBEHHO He Pa3InyaloTcs.

Ha puc. 41 npezcTaBieHO paclpefie/ieHle FeHOTUIIOB U ajulesieil 1o
Taql-nomumopdusmy reHa VDR y zeteii ¢ MapdaHOOAOOHBIM HeHOTH-
TIOM, UMeoNIMX BbIpakeHHOe cHkeHHe MIIKT (6onee -1 STD) B mo-
SICHUYHOM OT/leJie B CPaBHEHUU C aHAJIOTMYHBIMU [10Ka3aTesIAMU IPYIIIbI
CpaBHeHWA. 3HaYUMBbIX Pa3/INuMii MeK/ly IPyNIIaMU He BbISBJICHO.

2.10.2.4. AHa/IM3 reHOB CHCTEeMbI IeTOKCUKALMH KCeHOOMOTHKOB
U META/UIONPOTEnHa3

VccnenoBanue nonumMopdusMa Tpex reHoB 2-i $pasbl 1eTOKCHKALIN
kceHoO6uotnkoB (GST T1, GST M1 n NAT2) npoBoaumnoch y 68 nereii 1-it
rpynnbl. B renax rayratuontpancoepas GST T1 u GST M1 oueHunBanach
4aCTOTa HYJIEBBIX F€HOTUIIOB. Pe3ynbTaThl CpaBHUBAINA C YACTOTAMU CO-
OTBETCTBYIOIIUX FeHOTUIOB B nomynsuuu Cesepo-3amajHOro peruoHa
P® [72, 94]. YacToTa «HyneBbIX» reHoTunos (GST M1 0/0) B 1-ii rpynme
He OT/INYalach OT MONYIALNMOHHOM, TOTZA KaK «HyJIeBble» MeHOTUIIBI 110
reny GST T1 (0/0) y mereit 1-ii rpymnmbl BCTpeYaarch JOCTOBEPHO yallle.
Pa3muuii B yacToTe HYJIEBBLIX U MOJIOXUTEIbHBIX 3HaYeHUI reHoB GST
M1 He BbIABIeHO. VIMEIOTCA 3HAUMMBIe Pa3IM4YUsA B 4aCTOTE 3HAYEHUN re-
HOB GST T1. YacToTa HyJIeBbIX U IIOJIOKUTENIbHBIX 3HaueHui rena GST T1
cpenu fetedl 1-i Ipymnbl 3HAYMMO BbILIE NONYJIALMOHHBIX. Pe3ybraTel
OllpeJieJIeHNs 4aCTOThl reHOTUIoB reHoB GSTMI u GSTT1 B 1-i4 rpynme
B CPaBHEHUH C ONYJIALMOHHBIMY JaHHBIMU NIPeZICTaBJIeHbl Ha PUC. 42.

Pesynbratrhl pacnpezeseHusa reHOTUIIOB U aJljlejiell reHa apuIaMuH-
N-aneruntpancepassl (NAT2) y nereil 1-# rpymnibl B CpaBHEHUH C IO-
NyJIANMOHHBIMU aHHBIMHU NIPeZICTaBJIeHbl Ha pUc. 43. YacToTa TOMO3UTOT
10 MyTaHTHOMY I'€HYy ¥ 4aCTOTa MYTaHTHBIX aJulesield B 1-1 rpyIe He OT-
JIMYAOTCA OT MONYJIALNVOHHBIX.

Y4uTBHIBas 0COOYIO POJIb F€HOB JIETOKCUKAIIMU KCEHOOMOTHKOB B TH-
osoruy 6poHxuaNbHON acT™MbI (BA), 6610 M3y4YeHO paciipesiesieHre reHo-
THIIOB 10 TUM reHaM y 18 zieTeil (6 AeBovek 1 12 ManbuuKOB) 1-1 rpynisl
C CONYTCTBYIOIIUM ANarHO30M BA. Pe3ysbraThl IpecTaBieHbl Ha PUC. 44.
Y 6GonbHBIX meteit 1-i rpymnmsl ¢ BA BeiABIeHa 6oJiee BBICOKAs 4acTOTa
HyJIeBBIX TeHOTUNOB reHoB GST M1 u GST T1, yem B nonynsauun: GST M1
0/0 (88,9 1 65,9 %) u GST T1 0/0 (33,3 u 19,3 %). IIpu aTom y fmeTeit
¢ BA, 1o cpaBHeHuIO ¢ 1-1i IPyIIION B 11€JI0M, YaCTOTA HYJIEBLIX T€HOTUIIOB
reHoB GST M1 6bl1a HeCKOJIbKO Bble (88,9 1 57,4 %), a GST T1 — Hxe
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Puc. 42. Yacrota rerotunos reHoB GST M1 u GST T1y pereii c ICT
Y B IONYJIALIMOHHBIX UCCTIeOBAHUAX

(33,31 44,1 %). ITo renoTunam u ayutensm resa NAT2 pa3nuuuii He po-
CJIeXKUBACTCA.

B coctaBe 1-ii rpynmb! 661710 BhiZesieHO 22 pebeHKa ¢ MapdaHomnono6-
HBIM (eHOTHUIIOM, ¥ 20 13 KOTOPBIX ObUIM MCCIIe/IOBAHBI TeHOTHUIIBI U aJl-
nemu reHoB GST M1, GST T1 u NAT2.V pereii 1-i rpynmsl ¢ MapdaHo-
noA06HBIM GeHOTUIIOM BbIsIBJIeHa GoJiee BBICOKAS 4AaCTOTA HyJIEBBIX re-
Hotunos rena GST T1, yem B nonyaauun: 40 u 19,3 %. HacToTs! HyJIeBbIX
reHOTUIOB 1o reHy GST M1 1 «Me/JIeHHOr0» IreHOTUIa 110 reny NATZ2
B 00CJIe/J0BaHHO# BEIOOPKE GOJIbHBIX U B MOMYJIALIMU He OTINYAJIUCh.

IMonumopdu3M reHa — MHTUOUTOPA AKTUBATOPA MIa3MUHOTeHa ThTa [
(PAII) 6b11 u3ydeH y 20 nereii noarpynmnsl 1a (6osee 40 6ayioB).

PacnipesiesieHre 4acTOThI ajjesell B MOATPyIIe la NpeacTaBieHo Ha
puc. 45. YacroTHoe pacnpeziesieHue ajleneil rena PAII B moarpynmne la
He OTJINYaeTcs OT NONYIALMOHHBIX JaHHBIX.

TakuM 00pa3oM, HAMH BbISIBJIEHbI CJIeflyIol}ie 3aKOHOMEPHOCTH:

1) B rpynne peteii ¢ ICT npu camxenun MITKT renorun SS nomnu-
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Puc. 43. Yacrora reHOTHUIIOB U ajuieeld reHa NATZ 1o JaHHbIM 1-1 IpyIIbl U 110-
IyJALVOHHBIX UCCIIeI0BAHUN

Mopdusma +1245 rera COLIAT (rs 1800012) BhIsiBNSIICS Yallle, a TeHO-
THUI SS pexe, 4yeM y zieTeil rpynibl cpasHeHus. [Ipu HopmanpHO MITKT
B rpynne zgereil ¢ [ICT Takoii 3aKOHOMEPHOCTH He OTMe4aeTCs.

2) Y peteit ¢ ICT HesaBucumo oT nokasarens MIIKT renotun TT
nonumop¢uama rera VDR (rs 731236) BcTpedancs pexe, a reHOTUIBI Tt
U t/t — Jaiie, 4eM y feTeii TPyIINbl CPABHEHUSI.

3) B moarpymie meteii ¢ MapdpaHOMOAOOHBIM (pEHOTHIIOM CO CHUKE-
HueMm MIIKT B OACHUYHOM OTZeJie 3HaUMMO Yallle BbIABJIAJICA TeHOTUII
SS rena COLIA1 (rs 1800012), uem y feTeli rpymIbl CpaBHEHUS.

4) Tt-renotun rera VDR (rs 731236) B moarpymme neteii ¢ Mmapda-
HOMOZI00HBIM (peHOTUIIOM BCTPevaeTcs IOCTOBEPHO Yallle, YeM B IpyIie
CpaBHEeHHs.

5) Yactora HyneBbIx 3HaueHuii reHa GST T1 cpenu feteii 1-ii rpymnmnb
3HAYMMO BblllIe, 4yeM B nonyssanuu CeBepo-3anagHoro peruoHa PO (44,1
1 19,3 % 117151 Hy/leBbIX 3HAYeHUA).

6) Ilpu coyertanuu JCT u BA gactora HyneBbix reHOTUNnoB GST M1
0/0 u GST T1 0/0 3HauUMMO BbIlle MOMYJIALNUOHHBIX 3HaueHUil (88,9
1 65,9 %; 33,3 1 19,3 % COOTBETCTBEHHO).
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Puc. 44. 9acTOTBI TEHOTUIIOB IeHOB AETOKCUKALUH Y fieTeli 1-11 rpymibl ¢ GpoHXHU-
aJIbHOM aCTMOM
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Puc. 45. Pactipenienierue anesneii rena PAII 110 JaHHBIM IOATPYNIBI 1a 1 momyss-
IIMOHHBIX UccnenoBanuii (1 — annens 5G; 2 — 4G)
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2.11. AeyeHue U KaTaMHECTHUECKOe 00CAEAOBAHME AETEH
C AUCMAA3UAMU COCAMHUTEAbHOM TKAHU

2.11.1. AeyeHune AeTei C AUCIIAASUSIMU COCAMHUTEAbHON TKaHU

Jleyenue nereii ¢ JICT mpexcTaBiisieT cobOii CJIOXKHYIO U Majio pas-
paboranHyio 3agady. Kak u mpu 6GosbinuHctBe M®3, aTroorindeckoe
JledeHre He pa3paboTaHo, JeyeGHbIe KYpChl TATOreHeTHYeCKOi Tepanuu
4pe3BbIYAIHO [JIMTENbHBI, 34 HUIMU HUKOT/IA He cJiefiyeT ObICTporo 3¢-
¢exra. [ToaToMy 06BHEKTUBHO OlleHUTHh 3ddekTrBHOCTD Tepamuu JCT
C TIOMOIIIBIO IBOIHOTO CJIENOro IUIareb0-KOHTPOIMPYeMOTro HCCe[oBa-
HYA Ha IAHHOM 3Talle He NPeZCTaBsAeTCs BO3MOXHBIM. B nocTynHoi nu-
TepaType Mbl He BCTPETUJIM HU MOZOOHBIX paboT, HA COOTBETCTBYIOIIUX
MeTa-aHaI130B. MIcxozs u3 0c06eHHOCTel aTONIOTHY, MOJKHO BBICKAa3aTh
IpeIoyoKeHre, 9To CKOpoe UX MOSBJIeHWe BPAJ JIM BO3MOXHO. B riase
IpeJIpPUHATA [OIBITKA ONMACATh IPAMEHsIeMBbI B KIMHUKe KypC JIe4eHUs
Y 3aperuCTpUpoBaTh MMEIOLIYIOCA AWHAMUKY. B KJMHUKe W 1OCJe BbI-
MUCKK Ha aMOyJIaTOPHOM 3Tarie BCerzia MpOBOAUIOCH JieueHre OCHOBHO-
ro (6pouxuasnbhasi actMa, HLIJI 1 T. /1.) ¥ COMyTCTBYIONIMX 3a60I€BaHMIx
B COOTBETCTBHUH C OOIIENTPHHATBIMU CTaHAAPTAMHU.

IIpu pemenuu npobiemsr Teparnuu 60/bHbIX [JCT 60J1bI0e BHIMA-
HUe yJensieTcsi pa3paboTKe BOIPOCOB HEMeTMKaMeHTO3HOTO JledeHnusT —
pexuMa, aueTsl, prU3N0- U ICUXOTepanuu. IIperMyIecTBeHHO HeMeH-
KaMeHTO3HbIe MeTO/bl BO3/IeHCTBUA [0JI0XKEHBI B OCHOBY CYIIeCTBYIOIINX
MPOrpaMM IWCIIAHCEPHOTO HAOJIOZeHHs 3a OOJbHBIMH 7ieTbMH. OIbIT
HabJIIo/IeH s ¥ JiedeHus1 GOJIbHBIX ¢ pasiuyHbiMu BapuanTamu HHCT
u JICT no3Bosvi chOpMyIMPOBATE OCHOBHBIE TIPUHIIUIIBI JIEYeHUS] STHX
nauyeHToB [123]:

1) HeMenMKaMeHTO3HAad Tepanus (a/leKBaTHBIN IBUTATEIIbHBIN pe-
XUM, TedeOHas GU3KyJIbTypa, Maccax, GpusnosedeHre, OpToHeIUIecKast
KOPpeKIs, TpodeccuoHanbHas OpHeHTALHA);

2) nuetoTepanus (KCI0Ib30BaHKE IPOIYKTOB TUTAHNUSA, 00OTaIleH-
HBIX 6€JIKOM, BUTAMUHAMH, MUKPO3JIEMEHTAMN);

3) MeaKaMeHTO3HasA CHMITOMaTHYecKas Tepanus (JiedeHue 60-
JIeBOTO CHH/IPOMA, YJIydllleHHe BeHO3HOTO OTTOKA, peM [3-610KaTopoB,
a/lalTOreHOB, Ce/JaTUBHBIX, BETeTOTPOIIHBIX [perapaToB);

4) naToreHeTHYecKas Tepamusa (CTUMYJIALMSA KOJIareHoo6paso-
BaHMS, KOPPEeKLHs HapyIleH!usl CHHTe3a [JIMKO3aMUHOITIMKAHOB, CTabu-
JM3alKs BATAMUHHOTO U MUHEPaJIbHOro 0OMeHa).

B GosbIIMHCTBE CyyaeB PeKOMEHZyeTCsi COBMECTHOe HabJo/ieHue
TMeJMaTpoM ¥ OPTOIeZOM, Pal[OHAJbHbIA 06pa3 XU3HU U peryJspHble
dusnyeckre TpeHNPOBKY. PeanbHast MOMOIIb MALIEHTaM CETO/HS JIeKUT
B cdepe MpaKTHUYECKOI MeAULMHBI U 3aKJII0YaeTCs B pa3paboTKe OOIIMX
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MEePOIPUATHUY 110 AUAarHoCTUKe U jedeHuto [ICT B LieJIoM 1 METOZIOB Jieue-
HUSI OT/IeJIbHBIX GOPM.

OcHOBHBIe NPHHIUNbI HeMeAWKaMEHTO3HOM Tepamuu. Peko-
MeHJlyeTcs nuiia, oboramieHHast 6eJIKOM, BUTAMIUHAMU, MUKPO3JIEMEHTaMH,
XXUPHBIMU KHCJIOTaMU. [TarniieHTaM [0Ka3aH aKTUBHBIN IBUraTeJIbHBIN pe-
YXVUM C OTpaHUYeHreM Pe3KUX Y TOMYKOBBIX HAarpy30K, IIOAHATHS TsKeCTel.
JleueOHast QU3KyaAbTypa TOKa3aHa BCeM MalMeHTaM. IIpOTHBOMOKAa3aHbI
npodeccroHaIbHbIE 3aHATHS CIOPTOM U 6aieToM. BOJIbIIMHCTBY MaleH-
TOB IIPOTUBOIIOKA3aHbI BUCHI U BBITSKEHNUs], PA3HOBUHOCTA KOHTAKTHOT'O
CropTa, TsDKeNMast aT/eTUKa, HolleHue OOJIBIINX TPY30B, U30METPUYECKIe
TPEHUPOBKH. XOpoinit 3pPeKT 0Ka3bIBAIOT I'MPOIPOLIeAYPHL, IIABAHKE.
IToka3zaH ie4e6HBIN MaccaX, MaCCUPOBAHUIO TIOZJIEXKAT PEUMYIIeCTBEHHO
00J1aCcTh MO3BOHOYHMKA U IIEHHO-BOPOTHUKOBAS 30Ha.

Ba)xHBIMU paszieaMyl POrpaMMbl HeMeZIMKaMeHTO3HO! peabuinTa-
11U SBJIsAeTCS pU3NOTepaneBTUYECKOe, CAHATOPHO-KYPOPTHOE JIeUeHNe
u ncuxotepanus. @usnoTepaneBTHUECKOe JeYeHNe UCIO0Ib3YIOT M0 110~
Ka3aHuAM. JIOCTaTOYHO IMUPOKO UCIOJIb3YIOT MarHUTO-, UHAYKTO- U JIa-
3epoTepanuio. PusnoTepaneBTUYeCKOe JeueHUe JleTell CO CKOJIMO030M,
KU(OCKOIN030M HODKHO BKI0YaTh KBY-Tepamuio Ha GoJieBble 30HBI
(Ne 10 exxemHEeBHO WM 4Yepe3 JieHb), 3JIeKTpodope3 MUKPO3JIEMEHTOB,
CIa3MOJIUTUKOB, aMIUIUNYAbC Wiu JAT-CTUMYISANUIO OCIabIeHHbIX
TPYNII MBIIILI; JIOKaJILHOE JIeYeHUE YJIBTPa3BYKOM, KypC BaKyyMHOIO
¥l Py4HOTO Macca’xa, JiedeOHyI0 'MMHACTUKY U [UIaBaHue, HallpaBJieHHbIe
Ha YKpeIUIeHe MBbIIIII.

IToka3zaHO caHAaTOpHOE JieYeHUe, 3aKII0Yaroleecs B CJeJyoleM:

1) pexxum mazsuie-TpeHUpyoIKii. Heo6X0I1MO UCKIIOYUTH OCEBbIe
neperpy3ky Ha MO3BOHOYHMK (TIOHATHE TAXKeCTH, IPbDKKU, PhIBKOBbIE
Harpysku);

2) Maccax MBIIIL CIUHBI pelakCUpyIolie-TOHU3Upytomuii, Ne 10;

3) GambHeosnedeHre (YIJIEKUCIOCEPOBOJIOPOAHbIE BaHHBI MO 10—
12 muH, 37 °C, Ne 10);

4) nennounorepanus (rpsA3eBble aNMIMKAlMM) Ha MBIMIBI BOJb
1103B0HOYHUKA (10—12 muH, 38 °C, Ne 8—10);

5) JIOK, crenuanbHbli KOMIUIEKC YIPaXHEHWH U YKpeIUleHUs
MBIIII] CIIUHBI U IUledeBoro nosca (N2 18—21), yacTb U3 KOTOPBIX IPOBO-
ZIUTCSA B TIOJIOXKEHUH JIEXKA, YTOOBI MCKIIIOYUTD MEePerpy3Ky MO3BOHOYHHKA.

B coTpynHMAYecTBe CO crienuanucTaMu IIATUropcKoro JeTCKOro BOeH-
HOTO CaHAaTOpus ObLIM pa3paboTaHbl JedeOHbIe KOMILIEKCh pU3MO0TEpa-
MIEeBTUYECKOT0 U CaHaTOpHOro JjedeHus rnpu HIIJL u HeBpo3ax, 4acTo co-
nytcrBytomumx JICT (tabn. 17) [14].

Kommiekcsl pU3n0TEpaneBTUYECKOro JieYeHHs IPY COMYTCTBYIOMINX
3aboneBanusax JKKT uzsoxeHbl HAMU B PYKOBOZCTBe «JleTcKast racTpo-
3HTeposorus» [97].
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2.11.2. MepuKkaMeHTO3HaA Tepanus

HecmoTpsa Ha HU3KUK ypoBeHb jokazarenpHocTd (C mimm D), Bcem
nanuentaM ¢ [ICT pekoMeHyeTcsl IPOBOAUTD KypChl lpyeMa OCHOBHBIX
TPyl IaTOreHeTHYeCKUX IpernapaToB, NPsAMO M/WIM ONOCPeOBaHHO
BO37IeficTByIONMX Ha MeTabomam CT:

1-Arpynna: CTUMYJIATOPBIKOJIJIAT€HO00pa30BaHUs — L-KapHUTHH
B codyeranuu ¢ putamunamu E, C, B,, B,, B, Gonuesoit kucnoroii B ne-
4eOHBIX /103aX U MHUKPO3JIeMEeHTHBIMHU JJ06aBKaMH, COZiepKalluMi HOHBI
Cu?, Zn* u ip.;

2-51 TpyNIia: KOPPEKTOPbI HApyLIeHUsI CHHTe3a U KaTaGoim3ma
IIMKO3aMHUHOTJIMKAHOB — XOH/JPOUTHHA CYITb)aT U IMUKO3aMUHOTIIN-
KaHBbl;

3-s rpynma: cTabMIM3aTopbl MUHEPAJIbHOTO OOMEHa: Kajbluii
¥ BUTaMuH D,; mpenapaThbl MOJTMHEHACHIEHHBIX XUPHBIX KUCTIOT, KaIus
(nananeun), Mg** (maznepom; xanvyutl maznut xenam; mazre B) u 1p.;

4-51 rpynna: KOPPeKToOpbl GHO3HEPreTHYECKOro COCTOSIHUSA Op-
raHM3Ma — BUTaMMHHO-MUHepaJbHble, aMUHOKUACJIOTHBIE KOMIIJIEKChI
PUOOKCHH, JIeLUTHH, SHMAPHbILL IUKCUp; OUOTOTUYeCKH aKTUBHbIE [I0-
6aBKy, colepKaliie KOMIUIEKChI 3CCeHI[HalbHbIX aMHUHOKHCIIOT, KOJH-
3uM Q, .

K 1-ii rpynmne npenapaToB OTHOCUTCA ITpenapar L-xkaprumun (ne6o-
KapHumun, nvkap). L-KapHUTHH y9acTBYyeT B Ipolieccax o6MeHa B Kayec-
TBe NepPeHOCYNKa JIMHHOLENOYeYHbIX XKUPHBIX KACJIOT U3 LIUTOIIA3MBbl
B MUTOXOH/IPUH, IZle 3TU KHACJIOTHI T0JJBEPraroTCs NpoLeccy B-OKUCIeHU
c o6paszoBanueM AT® u areTunkosH3uma A. SBjsieTcst KoGaKTOpom me-
Tab0IMYeCKUX MPOLIeCCOB, 00eCIeYUBAIMINX MO//IeP)KaHie aKTUBHOCTH
KO3H3UMa A. Diivkap fetsam B Bo3pacre oT 1 roza 10 6 jeT Ha3HA4aroT 110
14 kamesb, I€TSAM IIKOJILHOTO BO3pacTa — 0 '/, YyailHOM JIOKKM 2—3 pasa
B cyTKu. Kypc nedenus 1 mec.

Bmecre ¢ an6xapom Ha3HAYaAOT NPOPUIAKTUIECKHE J03bI MUKPO3Jie-
MEHTOB U JiedeGHbIe J03bl BATAMUHOB.

KoMnieKkcHbIiI NONMBUTAMUHHBIA NpenapaT HeupoMyaomueum.
1 Tab. comepxur 100 Mr THamuHa (BuTamMuH B.); 200 Mr mupuzoKcHHa
(ButamuH B,) n 200 MKT maHOKobanamMuHa (BUTaMuH B ). @opmansHO
1 Ta6. mpemapara Ha3HaYaeTCs AeTIM HaduHas ¢ 12 siet. [1o OmbITy Hamei
KJIMHMKY Ha3HaydaeTcs '/, Tab. 1 pa3 B ieHb IeTAM OT 3 710 6 et u '/, —
ZieTsaM oT 6 1o 12 jieT, mpofoJpKUTeIbHOCTE Kypea 1 mec.

B M3BeCTHOI CTeleH! albTepHAaTUBHBLIM IIPerapaToM SBJIAETCA MUlo-
2amma komnosumym, 1 ipaxe Kotoporo cogepxut: GeHdporramut 100 mr,
nupugokcud 100 mr. 1 ammyna pacTBopa [Jjid UHBEKLUUN MUNbzamma
(2 mn1) conepxut: Tuamud 100 mr, mupunokcuH 100 Mr, iaHOKO6aTaMUH
1000 mkr. @opmanbHO (B CBA3M C OTCYTCTBHEM NAHHBIX KIMHIYECKUX HC-
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IbITAaHUI) Ipenapar paspenieH ¢ 16 jeT. Hamt onbIT Takke CBU/ETENbC-
TByeT 00 yCrelmHOM epopajbHOM MPUMeHeHHUH, TaK KakK 10 OT/eJIbHOC-
TH BCe KOMIIOHEHTHI /IeTAM He IPOTUBONOKa3aHbl. Kypc nedenus 1 mec.,
IO3UPOBKY COOTBETCTBYIOMKeE. VIHbeKIMOHHYI0 GOpPMY Iperapata Mbl He
TIPUMEHSIIM 13-32 BBICOKHX JIO3UPOBOK [IMaHOKOOATaMIHa.

Ha npumeHeHUU XOHIPONIPOTEKTOPOB, NIpenaparos 2-ii IpyIbl, He-
06X0/IMMO OCTaHOBUTHLCS 0COOO0 B CBSA3M C BBICOKOI YaCTOTO# 1 JOKa3aH-
HOH 3QPeKTHBHOCTHIO NpUMeHeHHA. II0Ka3aHueM Uil X [PUMEHeHHUs
cnyxur He [ICT camu 1o cebe, a HaJIM4Me CyCTAaBHBIX O0JIeil, BbI3BAHHBIX
Harpy304Ho#l aprponarueil. Hanbosee n3ydeHHbIMU U 3 EKTHBHBIMU
XOH/IPOIIPOTEKTOPAMH SABJIAIOTCS XOHOPOUMUHA CYnbpam 1 er0K03a-
Muna cynepam. J[IokazaHO UX yYacTHe B PEryJIALY MeTab0IN3Ma XOH-
IPOLXTOB; TIO/JABJIEHNY CHHTe3a (pepMeHTOB, TIOBPEXJAIOIINX CYCTaBHON
XpSIL, ¥ YBeJIMYEHUH Pe3UCTEHTHOCTH K HUM; aKTHBAIIMK aHAOOIMYeCKUX
IPOLIECCOB B MaTPUKCe XPsALIa.

DddexTUBHOCTD EPOPATLHOTO TPHUEMA XOHOPOUMUHA CYb(ama Py ap-
TpO3ax ObLIa HafIeXKHO JIOKa3aHa (ppaHIly3CKUMU peBMaTosioramu B 90-e IT.
XX B. mocJsie MPOBeZIeHNsI MHOTOMECSTYHBIX TIalie60-KOHTPOIMPYEMBIX HC-
crenoBanmii 305, 375]. VimeeTcst 60IbIIIOE KOMTMYECTBO AaBTOPUTETHRIX OTe-
YeCTBEHHBIX MCCIIEOBAHUI 110 PUMEHEHHIO XOHOPOUmuHa cynvgama TIpu
0CTe0apTpuTe, B IIePBYIO Ouepesib KOJEHHbIX CycTaBoB [4, 184]. [Toka3saHo,
9TO Tepanusi XoHdpoumuna cynegpamom B no3e 800 Mr/cyT B TedeHue 2 JeT
OKa3blBaeT CTAOWIM3UpYIOllee BIMSHUE HA WIMPUHY CYCTAaBHOW 1IN
Y B3pOCJIbIX, GOJIBHBIX apTPO30M KOJIEHHBIX cycTaBoB [123]. IIpu nposeze-
HUU 2-JIeTHUX UCCIIeZIOBAHMM pa3HMIIA B yMeHblIeHNY 3MeHeHUH Bendu-
HbI CyCTaBHOM IENN MEXIy MalyeHTaMH, PUHUMABIIIMU XOHOPOUMUHA
cymvgpam v mianebo, oKazaaach craTucTUdecku 3Haunmoit: 0,16 u 0,23 MM
COOTBETCTBEHHO. XOHAPOUTHHA Cy/Ib}aT 3HAYMMO YMeHbIIaJ TIPUIyXaHKe
CYCTaBOB B CpaBHeHUH C TUiane6o0. B Hauase MCCIeoBaHUs 3TOT CUMIITOM
oTMevasca y 28,3 % MalyeHToB, K 3aBepIieHuIo 24 Hefl. — TOJIbKO y 12,4 %,
B Ipyrne IUianebo CHIKeHue ObLIo HemoctoBepHbIM y 28,1 1 19,9 % coort-
BeTCTBeHHO [91].

Mera-aHanu3 3$¢QeKTUBHOCTH XOHIPOUTHHA Cynbgara, KOTOPbIHA
BKJIIOYAJI 7 IBOMHBIX CJIEIBIX IIae60-KOHTPOIUPYEMbIX KIMHIUYECKUX
VICCTIeZIOBaHM, oripeziesivl ero 3¢deKTBHOCTD, paBHy0 0,9 1s nede-
Hus 6o 1 0,74 i GyHKImu cycraBoB [160]. Hu ofuH U3 6 MyHKTOB
PEKOMEeHZIOBaHHOU JIeKaPCTBEHHOI Teparuy 0CTe0apPTPUTOB He 0bsazaer
CTOJIb BBICOKOW CTeIeHbI0 6e30MacHOCTY MPH AJUTENTbHOM NPUMeHeHU!
[339]. ITo ouenke EBpomneiickoit acconuanuu pesmatonoros (EULAR),
XOH/IPOTIIPOTEKTOPHI SABJAIOTCS OAHUMU U3 CaMbIX O€30MaCHBIX CPEZICTB,
3Ha4YeHUe TOKCUYHOCTU XOHOpOUmuHa cynispama coCTaBsieT 6, entoKo3a-
muna cynegpama — 5 no 100-6ayutbHOM 1IKaje (111 CpaBHEHUST YPOBEHb
«TOKCMYHOCTH» 00pPa30BaTeIbHbIX IIPOTPAMM I10 3TOH mmiKase 1, pusude-
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CKUX yIpaxkHeHu# — 12) [352]. BmecTe c TeM CTelleHb UX 0Ka3aTeJIbHOC-
TH IPY OCTE0APTPUTE Y B3POCIIBbIX OUEHb BBICOKA U JocTUTaeT A, ocobeH-
HO B YacCTH, Kacarolleiics KynupoBaHus 60JIeBOTO CHHAPOMA, a YPOBEHb
pekomMenzammit — A [352, 403].

IToHuMas BCIO OTHOCUTEeNLHOCTb INepeHoca 3¢deKTOB XOHAPONpPO-
TeKTOPOB IIPX OCTeO0APTPUTeE Y B3POCIbIX Ha ZleTell ¢ Harpy304Hoi apTpo-
TaTHel, mouaraeM, 4To MaTOreHe3 3TUX 3a00JeBaHuil 1 OOJIeil B JaHHOM
ciy4ae OOIIWIA, B IPOLIECC BOBJIEKAIOTCS OJHU U Te JKe CyCTaBbl, CJIef[0Ba-
TeJILHO, U TATOTeHeTHYecKoe JieyeH e 10DKHO ObITh CXOAHBIM. K ToMy ke
B JIUTEpaType HeOJHOKPATHO MoAYepKUBaeTcs NX 3PeKTUBHOCTh UMeH-
HO Ha HAa4aJIbHBIX CTa[MAX MOBPEX/EHUs Xpslla U OOJbIIasi BhIpaKeH-
HOCTb TPOQIIIAKTUYECKOTO e CTBUS.

B Hauvasme XX B. CTPYKTYpPHO-MOAMQUIMPYIOIIEe JIeliCTBHE 2/170K0-
3amuna cynvgpama B cyTouHoii no3e 1500 Mr/cyT y GOJBHBIX apTPO30M
HIOZITBEP)KIEHO B psZie PaHAOMU3MPOBAHHBIX McclefoBaHuil [317, 341,
401]. CrpykTypHO-MOAUUIMpYIOLee NeiiCTBYe 210K03aMUra cyrvpama
B CyTOUHOI 103e 1500 Mr y 60JIbHBIX apTPO30M KOJIEHHOTO CyCTaBa Moj-
TBEP)K/IEHO B ZIBOVHBIX CJIETBIX M1a1e60-KOHTPOJIUPYEeMbIX 3-JIeTHUX KC-
CJIeJOBaHUSAX. AHAJIN3 Pe3yJIbTaTOB I10Ka3aJl, YTo yepe3 3 rofia y 60JIbHbIX,
JIeYeHHBIX TJII0KO3aMUHA Cy/Ib(ATOM, He ObIIIO BBIABJIEHO CTATHCTHYECKH
3HaYMMOT0 Cy’)KeHUs CyCTaBHOH ey, B OTJINYMe OT MalleHTOB, MOy-
Jaromux miane6o [408]. DxoHOMUYECKY0 3DPEKTUBHOCTb TPUMEHEHUS
npenapara Ha 2007 r. noka3biBaeT J.-Y. Reginster [403]. MeTa-aHanus,
TPOBe/IeHHbIIl UTaJIbHCKIMH aBTOPAMU U YOeUTeIbHO 10Ka3bIBAIOIIHI
TepaneBTUYeCKYI0 3PeKTUBHOCTD 2/10K03aMUHA CYnbdama, onyobIuKo-
BaH B 2012 1. [408].

ITpuHUMas BO BHUMaHUe, YTO XOHOPOUMUH 1 2/1l0K03aMUH OKa3bIBAIOT
pa3Hoo6pa3Hoe $papMaKoJIOruiecKoe BO3/eHCTBIE HA MeTaboIU3M Xpsi-
114, y>Ke B HayaJle Halllero Beka NOSABUJIACH MCCIe/J0BAaHUsA 110 COYeTaHHO-
My [TpPYMeHEeHHUIO 3THX [TpenapaToB, J0Ka3aBLUINX epCleKTHBHOCTb TAKOTO
UCI0JIb30BaHMA, YTO MOATBEP)KAAeTC SKCIepUMeHTalbHbIMU U KJIWHU-
YyecKUMHU JjaHHbIMU. Tak, B 2006 T. B 0IHOM U3 aBTOPUTETHBIX aMepUKaH-
CKUX JKYPHQJIOB ObUIO OIy6JIMKOBAaHO MHOTOLIEHTPOBOE TIjIane60-KOHT-
ponpyeMoe ucciiefioBanre Ha 1583 GoJbHBIX, MPOAOJIKaBIIeecs: 4 roia
¥ Jokasasiiee 3¢pPeKTUBHOCTb COBMECTHOTO ITPUMeHEeHUs XOHOpOUmuHa
W 27110K03aMuHa § GOJNBHBIX OCTEO0APTPUTOM KOJIeHHOro cycrasa [303].
B HezmaBHO OmMyOJMKOBAaHHBIX PYKOBOAAIMX ykazaHusAx (Guidelines)
AmepuKaHCKo#i acconuanuu pemarosoros (ACR) B KauecTBe OCHOBHBIX
CpeZiCTB JieueHUsI 0CTe0apTPUTOB, KPOMe HecTepOUIHbIX TPOTUBOBOCIA-
JIATEJIbHBIX CPeZCTB, HeM3MEeHHO Ha3bIBAaeTCsl UIMEHHO COBMECTHOe Iepo-
pajibHOe NpUMeHeHue XOHOPOUmuHa cyropama N enoK03aMuna cynsda-
ma [343]. IloaToMy Hauboee NepCIeKTUBHBIM U IPU3HAHHBIM ABJIAETCS
NpUMeHeHVe XOHAPONPOTEKTOPOB KOMOMHUPOBAHHOTO JIENCTBUSA [ TIe-
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POPAJILHOTO MPUMEHEHUS: XOHOPOUMUHA CYNbdam + 20KO3AMUHA CYTib-
gam (apmpa, mepagnexc, apmpognexc, ocmeoxenn, Aapmpoyur).

ITo ciocoby mMpuMeHeHus BbIENAIT XOHPOIPOTEKTOPHI epopasib-
Hble, NapeHTepajibHble M MecTHble. [lepopanbHO XOHOpOUMuUHA Cyib-
gam (cmpyxmym, xondpoumun-AKOC) npumenstor zgerssm ot 1 1o 5
net B fo3e 500 mr, getsam ctapie 5 ser — 500—750 Mr, MoApPOCTKAM —
750—100 Mr 2 pa3a B ieHb KypcOM ITPO/IOJKUTENbHOCTBI0 3—6—12 Mec.
[TapeHTepanbHbIA XoHdpoumuna cynepam (adzenow, angaymon, apmpo,
MyKapmuH) TPUMeHSeTCs BHYTPUCYCTaBHO M BHYTPUMBILIEYHO; Y JieTeil
UCTOJb3yeTcs penko. CMelljeHre B CTOPOHY IpUMeHeHHs TepopajbHbIX
JIeKapCTBEHHBIX pOPM XOHOpOUmuHa POU30IILIO B CBS3M C YIOOCTBOM UX
IpUMeHeHHs, OTCYTCTBHEM PUCKOB, XapaKTepHBIX i1 UHBEKIXOHHOTO
BBeZIeHUS, U pe3yJIbTaTaMi papMaKOKMHETHYECKUX UCClieoBaHmiA. B pa-
60Tax, MOCBSAILIEHHBIX U3Y4YeHUI0 OMOZOCTYIHOCTH MePOPaIbHBIX GOpM,
ObLI0 TOKA3aHO, YTO B CUCTEMHBI KPOBOTOK MOCTyIaeT okoso 12—15 %
XOHOpoUmuHa, 9TO IOCTATOYHO AT OXHJJAaHUS peanu3anuul ero ¢ap-
MakKoJIorn4eckux cBoicTB. CyroyHas no3a B 800—1200 mr gy npuema
BHYTPb I103BOJISIET JOCTABUTH OOJIblIlee KOJMYECTBO Mpernapara B CCTeM-
HYI0 LUPKYJIALMIO, YeM ITPU OJJHOKPaTHOM BHYTPUMBIIIEYHOM BBe/leHUU
100 mr [91].

MecTHbIe OPMBI HCMIOJB3YIOT YaCTO: XOHOPOKCUd Mase 5 %, xoHdpo-
umun mase 5 %. OpUrMHaIbHBIM pellleHueM BO3MOXXHOCTU [TPUMeHeHUs
TIperapaToB XOHOPOumuHa BUIOCH CO3ZIaHKe JIeKapCTBEHHBIX GOPM JLJIs
Hapy’)XHOTO TpMMeHeHuA. BO3MOXHOCTb TIPOHUKHOBEHUS MOJUMEPHBIX
MOJIEKYJT B TIOAKOKHYIO KJIETYaTKy U OoJiee rryOoKKe MATKre TKaH!U Oblia
NOKa3aHa AJfA pAfa CoefMHEHMi, B TOM 4HCJe TJIMKONOJNCAaXapuzioB
[286]. B mpucyTcTBMY TPOBOAALIMX MOJIEKYJI IPOHUKHOBEHME YCUIBAeT-
C4, OZIHAKO KOJIM4YeCTBeHHas OlleHKa 3TOro Ipoliecca KpaiiHe 3aTpyAHeHa.
IIT¥pOKO MCIIONTb3yeMblii B KIMHAYECKOW TPAKTHKE MperapaT X0HOpoKcud
(OAO «Hmwxpapm») npezncraBisier co60ii KOMOMHALUIO XOHOPOUMUHA
cynvhama v dumemuncynogoxcuda B BUe Masy i HAPY)KHOTO IIPH-
MeHeHwus. B Hauane 2008 r. Ha ppIHKe TTOSBUIACH rejieBast popma JaHHOTO
JIeKapCTBEHHOTO Ipenapara, KoTopasi 00JaiaeT OTJIIMYHBIMU TOTPeOU-
TeJIbCKUMHU KaueCTBaMU: ObICTPO BIIMTHIBAETCS, He OCTAaBJISIeT CJIeJJOB Ha
KOXe, He [TAYKaeT OZeXX/y, NPUATHO MaxHeT. Jumemuncynogoxcud Tpanu-
IIMOHHO MCIOJIb3YeTcsl B KaUecTBe CaMOCTOATeIbHOIO MPOTHBOBOCHAIIH-
TEeJIbHOTO JIeKapCTBEHHOT'O CPeZICTBA AJA CMMITOMATHUYecKOro JieyeHus
ocreoapTputa. DPQPEeKTUBHOCTh Tepanvyl IpernapataMyd JUMemuncyi-
¢oxcuda NaBHO TOATBEPXKIEHA Pe3ylbTaTaMy ABOWHOTO CJIENOTO KOHT-
POJIMPOBaHHOrO HcciefoBanua [312]. BkitoueHue B cocTaB Ipenapata
TII03BOJISIET YBEJIMIUTH BEPOSATHOCTb TIPOHUKHOBEHUSI MOJIEKYJT XOHOpOuU-
muHa cynogama B OKOJIOCYCTaBHbIe TKaHU. Jumemuncynspoxcud nme-
HseT CBOWICTBA JIMITMAHBIX MeMOpaH, co3[aBasi KaHaJbl AJs MPOXOXKIe-
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HUS KPYMHBIX MoJieKyn [387]. Kimunudeckas 3¢ eKTMBHOCTb MO0OHBIX
JIeKapCTBEHHBIX GOPM JI0Ka3aHa B psifie OTeYeCTBEHHBIX MCCIeZI0OBaHMUI.
TepaneBTHYecKue BO3MOXXHOCTH XOHOpoKcuda B KadecTBe KOMIIOHEHTa
IS TIpoBefieHsT (pU3MOTeparneBTHYeCKUX MPOLeAYp MOCTeHUE TObI
aKTUBHO M3y4ajluCh OTeYeCTBEHHBIMU HCCIefoBaTeNsiMA. OCHOBHBIM
MaTOTeHeTHYeCKMM OOOCHOBAHMEM €ro MpHMeHeHHs B KOMOWHAIMU
¢ ynsrpadoHOPOpe30M U MarHUTOPOPe30M CTaJI0 YCUIeHHe MUKPOLIUP-
KyJSILMM B 30HE HaHeCeHWs Iperapara U yBeJudyeHHe NMPOHULAeMOCTH
KJIETOYHBIX MeMOpaH Moj| Bo3jeiicTBueM ¢usndeckux ¢GpakTopoB. Beina
nokazaHa 3¢ PeKTHBHOCTb ITpUMeHeHUs yabTpadoHOpOpesa XoHIpoKcu-
da y MaIMeHToB C OCTe0aPTPUTOM, KOTOpast OblIa He HIKe TaKOBOH ISt
resist ¢ nmupokcukamoM. @oHodopes ocyiecTBseTCs CIeAyonMM 06pa-
30M: Ma3b XOHOpoKkcuda 5 % HAHOCUTCSA MO OKPY)KHOCTU MOPaXeHHOTO
CycTaBa U BTUpAeTCS B TedyeHHe 2—3 MUH /10 MIOJHOTO BIUTBHIBAHUS, /1a-
Jiee TIPOBOZAUTCS YJIBTPAa3BYKOBOE BO3/ieliCTBUE (MHTEHCUBHOCTH YJIBTPA-
3ByKa — 0,40 Bt/cm?, MeToaMKa — abIIbHAS, PEXKUM — HelpepbIBHBIN,
3—5 muH Ha nosie). CXO/{HbIe IaHHbIe OBUTHU TTOJyYeHbI IPY IPUMeHeHU!
KOMOMHMPOBAHHOTO TepareBTUYeCKOTO BO3/eHCTBUSI MarHuTodopesa
¥ xoHopokcuda [91]. ViccienoBaHue B apaie/ibHBIX IPYIIIaX MalieHTOB
C OCTEeOapTPUTOM KOJIEHHBIX CYCTAaBOB P MPUMEHEHUH MarHutodope-
3a C IIpemnapaToM u 6e3 mpoBeieHus: GUINONPOLEAYDP CBUAETETbCTBOBAJIO
0 3HAYMMOM BJIMSIHUM PU3UOTEPATIMK HA CKOPOCTh U YaCTOTY HACTYILIe-
HUst 06e360muBaoiero adgdexTa.

B pesynbrate ucciezoBaHusi ObLIO TIOKAa3aHO, YTO XOHOPOKCUO 2enb
ob6J1aziaeT BbIpOXKEHHOI 06e300/IMBaroLIell aKTUBHOCTBIO U XOpOIIeid Te-
PEHOCHMOCTbIO, OKa3bIBaeT 0Gojiee OBICTPBIA aHAJIbreTHuecKuil 3pdexT
M uMeeT 6Gojiee BbIpaKeHHBIH 3QeKT MOocefeliCTBUS TI0 CPaBHEHUIO
¢ nupoxcuxamom. Ha GpoHe Tepanuu xoHopoxcudom OTMEYaeTcs ynyduie-
HYe TI0Ka3aTenell GYHKIMOHAIBHOTO COCTOSIHUS CYCTaBOB U CyMMapHOTO
nHziekca WOMAC (Western Ontario and McMaster Universities Arthritis
Index).TakuM o6pa3om, xoudpokcud zeiv He YCTYMaeT MO CKOPOCTU Ha-
CTyIUIeHUS U cujie 00e3601BaoIero 3¢p¢pexTa MeCTHBIM IIPOTUBOBOCIIA-
JIUTEJILHBIM CPEZICTBaM, YTO MO3BOJISIET CHU3UTh MOTPEOGHOCTh B HECTEPO-
V/IHBIX [TPOTHBOBOCIIAJIUTENIBHBIX TIperapaTax y MalueHTOB ¢ 0CTe0apT-
PO30M KOJIeHHBIX CycTaBoB [91].

XOHAPONPOTEKTOPHI U3 IPYNINbI [NIMKO3aMHUHOTJIUKAHOB: [IePO-
panbHble (JOHA, ronuym); napentepanbible (JOHA, apmenapon); mec-
THO He NPUMEHSIOTCS. MecTHBIX GOPM KOMOMHUPOBAHHBIX XOH/IPOIIPO-
TEKTOPOB TaKXe He MPeZCTaBJIeHO.

Apmpa, KOMOWHWPOBAHHBIN TIpemnapar XoHOpoumuHna cynspama
Wl 2/I0KO3AMUHA CYNbama TPUMeHsIeTcsl BHYTPb. 1 Tab. comepsxut 500 Mr
XOH/IpOUTHHA cynbdaTa HaTpus U 500 Mr TIFOKO3aMUHA THAPOXJIOPU/A.
Knnnyeckue faHHble 06 3G PeKTUBHOCTY U 6€301MacHOCTY TPUMEHeHHUsT
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y fieTeil B Bo3pacTe 710 15 JieT OTCYTCTBYIOT, UTO fIBJISIETCA BOIIPOCOM Bpe-
MeHH, TaK KaK KOMIIOHEHTbI Ipenapara 6e3omacHbl. BHyTpb eTsiM cTap-
ure 15 et Ha3HavaroT 1o 1 Tab. 2 pa3a B CYTKY B TeUeHHUe TPeX MePBbIX He-
znenb, o 1 Tab. 1 pa3 B CyTKU B TeueHe NOC/IeAYIONX HeJlellb U MeCSIIIeB.
YcroiiuuBblii TeueOHBbIi 9D PEKT ToKa3aH Mpu npueMe He MeHee 6 Mec. [1o
OTeYecTBEHHbIM JaHHBIM, ApmMpa YMEHbIIAeT O0Jb, yiydIaeT GyHKIHIO
CyCTaBOB, YTO IIPO/IeMOHCTPUPOBAHO B KOHTPOJHMPYEMOM OTeyeCcTBeH-
HOM uccefioBaHuy. CrucreMaTyecKuil nprueM I03BOJIET CHU3UTD 03y
IpUHUMaeMbIX HeCTePOUHBIX IIPOTUBOBOCTIAIUTENbHBIX CPe/ICTB WU JKe
BO MHOTUX CJIy4asiX IOJHOCTBIO OTKAa3aThCs OT UX NpUeMa. ApTpa xapak-
TEepU3yeTCs XOPOIeil MepeHOCHMOCThIO0 ¥ 6e30MacHOCTBIO, @ TAKKe M-
TeJNbHBIM TOCefielicTBreM [4].

Tepagpnexc (B 1-i1 Karcymne COREPXKUTCS XOHOpoumuua cynspam —
400 mr u emroxo3amura eudpoxnopud — 500 Mr) paspelneH K IpUMEHEHHUIO
TaKxe ¢ 15 net.

Aptpouus. 1 Tab. conepxut xordpoumuna cynsgam — 300 mr; 2nr0-
kozamuna — 300 mr; auruapokBepiieTuHa — 10 Mr; ackopOUHOBOM KuC-
J0Tel — 10 Mr; 3KCTpaKTa XBOIIA 1MoyeBoro — 10 Mr; 3KCTpakTa KOpHs
ozfiyBaHuMKa — 10 Mr; aKcTpakTa Kopsl 6esoii uBbl — 10 Mr; Tokodeposa
auerara (ButaMuH E) — 5 Mr; Kanblus kKapboHaTa B KaueCTBe HAIOJIHU-
Tesnd. PaspelieH k npuMeHeHUIO y fieTeii ctapiue 12 jieT, Ha3Ha4yaeTcs MO
1 1ab. 1—2 paza B ieHb BO BpeMs efibl KypcoM 710 6 Mec.

1 karnicyna apmpoyur 0,5 conepxuT: xondpoumuna cyrsgpama — 200 mr;
emoko3amuna — 150 Mr; 9KCTpaKTa KOphl 6esiot uBbl — 20 MT; 9KCTpaKTa
xBola nojesoro — 10 mr; kBepueruHa — 10 mr; BuTamuHa E — 5 wr;
sutamuHa C — 5 mr. Hasnagaetcs mo 1 Ta6. 1—3 pa3a B /ieHb BO BpeMms
enbl. IIpoJo/KUTeIbHOCTD preMa 1—3 Mec., Tpu He0OX0UMOCTHU KypC
MOJKeT OBbITh IPOJJIEH /10 6 MecC.

Apmpoyun B BUsle KpeMa U Trejisl UMeeT COBEPLIEHHO JPyroil CocTaB
¥ OTHOCHUTCS K QUTOTIpenapaTam.

K KOMOMHUPOBaHHBIM OMOJIOTMYECKU aKTUBHBIM J06aBKaM OTHOCHT-
A TaKkxKe ocmeomaxc (He MyTaTb C 0CMEMAKcoM, TIperapaToM ane/poHo-
BOI KMCJIOTHI U3 Tpynibl 6udocdonatos). CocTaB OAHO# KaICy/Ibl: BUTA-
MuH D, — 66,7 ME; rmokosamusa cynbdar — 250 mr; mouepsa — 100 mr;
XOHZIpOTHHA cyabdaT — 65 mr; MarHuii — 50 mr; 6GpoMenaitH — 25 Mr;
rOpTeH3Us IpeBOBUAIHASA — 25 MT; Kanuii — 25 Mr; I0KKa — 25 MT; J1afiaH-
Hoe JiepeBo — 16,7 Mr; Kopa Gestoii uBbI — 8,4 Mr; KyKypy3HbIe PhIblia —
8,4 Mr; cemeHa cenbiepesi — 8,4 Mr; ceMeHa peHxesisi — 8,4 MI; TOJIOKHSH-
Ka — 8,4 Mr; KopHeBuIIe UMOUps — 8,4 MI; BUTaMUH B, — 4,2 Mr; BUTaMUH
B, — 4,2 Mr; KypkyMa ob6bIkHOBeHHas — 3,3 Mr. He oTMeueHO BO3pacTHBIX
orpaHuveHuil. Jloza A4 nereii B Bozpacre oT 1 roja fio 5 et — 2 Karcy-
JBl, OT 6 710 12 et —2—3 KarncyJbl, MOAPOCTKaM — 4—6 Kalcys B CyT-
ku. IIpyHUMaTh BO BpeMs eZibl M Cpa3y IocJie TpreMa MUIY, 3aluBas
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60JIbIINM KOJINYecTBOM BobL. KpaTHOCTb mpriema 1—2 pasa B neHb. Kypc
2—6 mec. [123].

Ocmeoxenn, Tab. 0,45 UMeeT COCTaB: ITIIOKO3aMUH — 75 MTI; XOHIPO-
uTUH — 80 Mr; IUHK — 4 MTI;, KaJabluii — 35 mr; ButaMuel C — 7 MrT;
BuTaMuH E — 2,5 mr.

Hepenxo mpu cycTaBHBIX OOJISIX KypC Jie4eHUs] HAYMHAIOT C MpUMe-
HeHVs] HeCTePOHUHBIX MPOTHBOBOCHIAINTEBHBIX IPEnapaTos B Ka-
YecTBe CHMIITOMATHYeCKOro cpezctBa. OCOOEHHOCTIMU TNPUMEHEHUS
SIBJISIETCS YacTOe WCIOJb30BAaHKE U BBICOKAS 3PPEKTHBHOCTD TesieBbIX
bopM 11 MeCTHOTO TPUMEHEHUS: Juknopenaxa, kemonpogena, Hume-
cynuda. YpoBeHb TOKCHYHOCTY MeCTHBIX (OPM HECTEPOHUIHBIX ITPOTHUBO-
BOCIAJIUTENIbHBIX CPEZCTB He mpeBblmaeT 15 u3 100 (mpu nepopanbHOM
npueMe 50 u 6osee) [352], OHU TaK)Ke BXOJAT B IlepedeHb 00513aTeIbHbIX
CPEeZCTB PYKOBOZSAIIMX YKa3aHUU EBpOMecKoil acconuanyy peBMaToso-
roB (EULAR). MHorue rozibl 30J10TbIM CTaHZAPTOM B JieUeHU! CHHOBUTOB
cuurancs duxnogerax, GopMbl KOTOPOTO /IS JIOKAJIBHOTO MTPUMEHEHHS
XOpOIIO HK3BECTHBI BpadaM (IMynbzens, OUKAOPaH, OUKN08uUm, OUKIIO-
2en u T. 1.). Hanbonee ynaynoii GopMoit AJisi IPOTUBOBOCIIATUTENLHOMN
JIOKaJNIbHOM Tepanuu siBisieTcs refib. Kpome duxnogeraxa, B cocTas Jio-
KaJIbHBIX CPEJICTB, UMEIOIINXCS B OTeYeCTBEHHOM anTeYHON CeTH, BXOJAT
ubynpogen (donzum-xpem), kemonpogper (kemouan-kpem, gacmym-zens),
uHdoMemayur, 6ymaouor, NUPoxcuxam (Quuan-zensb, NUPOKCUKAM-2€Nb).
B03MO0XHO HCII0JIb30BaHKE 3TUX TIPenaparoB Ipy NpoBeseHn: GoHOPo-
pesa, 4To TakXe obecrieunBaet 6ojee HaleXXHOe MPOHUKHOBEHHE JIeHCT-
BYIOIIEr0 BeIeCTBA K 04Yary BOcmajeHus. JJaHHble MHOTUX KJIMHIYeCKHUX
VICTILITAaHWH 0KA3ajd, YTO MUHUMAJbHBIM SBJISIETCS YeThbIpeXKpaTHOe
HaHeceHVe JIOKaJbHOTO CPeZCTBA B ZIeHb, a IIPY aKTUBHOM BOCINAJIEHUH
9JaCcTOTa HaHeCeHHs IperapaTa MOKeT YBeJINYMBAThLCA 110 5—6 Pa3 B JIeHb.
KonudecTBo HAaHOCMMOTO TIperapara 3aBUCUT OT BeJIMYMHBI CyCTaBa: Ha
006J1aCTh KPYIHBIX CYCTaBOB (KOJIEHHBIi, T1JIe4€BOi1) OJHOKPATHO CJIeAy-
€T HaHOCUTb MOJIOCKY Ma3u WUJIHU TeJis JUTMHOM oT 5 10 10 cM, Ha 06sacTh
CPeZHUX I10 BeJIMYHHE CyCTaBOB (TOJIEHOCTONHBIH, JTy49e3aIsCTHBIH, JIOK-
TeBoi) — oT 3 1o 5 cM [250].

/AN ynydmeHusi COCTOSIHMSI MHHepaJbHOro o0OMeHa y JeTeil
¢ ICT B mepByio ouepelib UCIOJIb3YIOTCS MpenapaThbl, HOPMaIU3yIOLye
dochopHO-KabIMEBbI 0OMEH, Jallie BCero KOMOMHUPOBaHHbBIE GOPMBEI,
coJiepKaliue KaibLyii ¥ BUTaMUH D B pOUIAKTHYECKUX 103aX, a TAK)Ke
MarsHui.

Kanoyuii-D, nuxomed Ha3Ha4yajics daile APYrMX, OH IIOKasaH NpU
JCT, HO TJIaBHBIM 06Pa30M ero TOoJyJau JIeTH C BbISBJIEHHbIM CHIKe-
HueM MIIKT. ViMeroTca JaHHBIe O ero I0JI0XUTeIbHOM BO3/IeMICTBUY IIPU
HAa3HAYeHUH JIeTSIM C HapyLIeHNeM OCaHKH B YCJIOBUAX HU3KOM MHCOJIS-
uuu [149]. IIpemapar Ha3Hayascsl BCeraa JUIUTEbHBIM KYPCOM, BBIOOD
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€ero 3a4acTyro 00yCIOBJIeH HU3KOM CTOMMOCTBIO M HaJIMYKeM BO BCeX all-
Texax. HazHauaercs mo 1—2 tab. B CyTKU JJIUTENBHO.

Bumpym xansyuym c sumamurom D, 1 Ta6. conepxut 500 Mr KaJnbLys
kapboHara (ycTpu4HbI# Kanbiuit) 1 200 ME Butamuna D,. [TpuHHMaeTcs
1o 1—2 Tab. B ieHb.

Yncasum xansyuii, )xeBaTenbHas UM pacTBOpUMas TabyeTka cozep-
)uT 500 Mr Kanpuus B Buzie KapboHata. [IpuHuMaercs no 1 Tab. B eHb
¢ 6OJIBIIMM KOJIMYECTBOM JKUJKOCTH, HeOOXOAMMO Ha3HaueHUe Mpodu-
JIAKTUYeCKUX 103 BUTaMuHa D.

Kanoyuii mazruii xenam, 1 Tab. CORepKUT: KalbLuii (XeJaT, IUTPaT) —
250 mr; marauii (xenar, okcun) — 125 mr; Buramun D, — 133 ME; gocdop
(xenat) — 100 mr. JanHaa BAJl uMeeT npenMyInecTBa: HaJu4yle MarHus
¥ [IOBBIIIEHHAs1 OMOJJOCTYITHOCTh MIHEPAJIOB B pOpMe XeJIaToB, HefloCTaT-
KOM $IBJISIeTCS BBICOKasl CTOMMOCTb.

Taxoke U3 3-# rpynnbl UCHONB3YIOTCA MTpenapaThbl MOJIMHEeHAaChIIeH-
HBIX JKHPHBIX KUCIOT (poiOutl Hcup), Kanusi (nanareut), MarHus (MazHe-
pom, mazwe B).

Maznepom (B Tabnetke MarHus oporara 500 Mr, 4TO COOTBETCTBYET
32,8 Mr MarHus). Mazuepom IPUHAMAIOT BHYTPb, /I IOAPOCTKOB — I10
0,5—1,51/cyr B 2—3 npuema (10 '/,—1 Ta6. 2—3 pasa B /ieHb) 3a 1 4 /0
vn yepe3 4 4 nocsie ezibl. Kypc nedenuss — 20—40 nueit. [Ipy Heobxoau-
MOCTHY MOBTOPAIOT Yepe3 1 Mec. JletaM — mo 10—20 Mr/Kr/cyT Maruus
oporara (3a 2—3 npuema). Kypc neuenus — 3—5 nHeit.

Mazne B, (Tabnetka B 060710uKe): Maraus nakrata — 470 mr (coot-
BeTCTBYeT 48 Mr Maruus Mg*"); nupuznokcud — 5 mr. ITogpocTkam peko-
MeHJyeTcsl IPUHUMATh 110 6—8 Tab./cyT, AeTsM crapiie 6 jieT (C Maccoun
tena 6osee 20 kr) — 4—6 Tab./cyT.

Mazne B, pacmeop njisi npreMa BHYTPb: B 1 aMIlysie — Mardus Jakrara
186 mr, Mmaraua nugonara — 936 mr (cootserctByeT 100 Mr cyMmMapHOro
cogepxanusa Mg?"), nupunokcuna rugpoxiuaopus — 10 mr. ITogpoctkam
NpUHUMATh 3—4 aMIL./cyT; Jis ZeTeii cTapie 1 rozga (Maccoii Tena 6osee
10 xr) cyrouHas fo3a cocrasiaseT 10—30 Mr/kr u paBHseTcs 1—4 ami.
CyTO4HYyIO 103y CJlefiyeT pa3/euTb Ha 2—3 [IpuemMa, IPUHUMATh BO Bpe-
M efibl, 3a1MBasi CTaKaHOM Bogbl. Kypc nedenus — 1 mec.

/N KOppeKnuH OMO3HepreTH4ecKoro COCTOSHHSA OpPraHu3Ma
IPUMEHSIOTCS BUTAMUHBI B POQIIIAKTUYECKUX ZI03aX — BUTAMHUHHO-
MUHepaJbHble KOMIUIEKCBL: fOHUKan, cynpadut, 0yosum, oJuz08um, Kom-
nausum, Koau3um Q, .

Koansum Q,, (kydecan, y6uxurnon). @OpMbI BbIITyCKa:

— kydecan ons demeii, Kannu 3 % (youxuHoH — 30 Mr, ToKOdepos —
4,5 mr B 1 M1 pactBopa). IIpodunaxkruyeckas no3uposka: 1—3 roga —
2—4 xamnu (3—6 Mr youxuHoHa); 3—7 et — 4—8 kanenb (6—12 wmr);
7—12 netr — 8—12 xanensb (12—18 mr); crapiue 12 net — 12—24 kanenb
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(18—30mr). Jleue6Has fo3upoBka: 1—3 roga — 4—10 kanesnsb (6—15 mr);
3—7 ner — 10—16 kanens (15—24 mr); 7—12 net — 16—20 kanenb (24—
30 mr); crapize 12 net — 20—60 kanens (30—90 mr);

— Kydecan gopme, pacmeop (youxuHoH — 60,0 mr, Tokodepon —
6,8 mMr B 1 M11);

— Kydecan, mabnemku yesamenvhoie 015 demeti (YOUXUHOH — 7,5 Mr,
tokodepon — 1 mr). [IpenHazHayeHs! A7 ieTeld OT 3 JieT, J03UPOBKa OT 3
1o 7 net — mo 1 Tab. OIHOKPATHO B CYTKY; OT 7 10 14 et — no 1—2 Tab.
OZIHOKPATHO B CYTKH; 1ocJie 14 jieT — 1o 2 Tab. 0JHOKPATHO B CYTKH;

— kydecan ¢opme, mabnemxu (yomxuHon — 30 mr, Tokodepon —
4,5 mr). letsim B Bo3pacte crapiue 14 jger — 1 Tab. OfHOKPATHO B CYTKU
(BMecTe C TpreMOM MUIIN);

— Kydecan ¢ kanuem u maznuem (YOUXUHOH — 7,5 MI, MarHus acnapa-
ruHaTa — 250 mr, MarHus 16 mr, kanus acnaparusata — 450 mr, Kanusa —
97 mr).

Kypc Tepanmu xydecarom OMKeH IPOIOIDKATLCS He MeHee 1—2 Mec.,
HeoOX0JIMMO He MeHee JIByX KypCOB TIpefapara B rofl.

Axmu 5, cupor. 100 M cupona cofiepar riaroTaMaTa JUMeTHIaMUHO-
ara”ona — 1,0; MmoHOXJIOpruapara musnHa — 4,0; [II0KOHOTIFOKOTeITo-
Hara Kaneims — 3,0; pochopHoit kucmotsl — 0,5 mut; copburona — 15,0.
JleTsiM B Bo3pacTe OT 2—6 JIeT Ha3HAYaloT 110 2—3 YaiiHble JIOKKHU B CyT-
KU; IeTSM cTapiie 6 jieT — 110 4—6 4aiiHbIX JIOXKeK CUPOIIa B CYTKU.

IIpumepHad cxeMa MeJUKAMEHTO3HO# Tepanuu A NOAPOCTKa
npu JCT c Harpy304Hoii apTponaTtueii KOJIeHHBIX CyCTaBOB, B pac-
yeTe Ha FOA:

1-#t kypc (1—3-it Mec.):

— BosIbMApeH IMyNbzenb Ha KOJIeHHbIe CycTaBbl 4 pa3a B /leHb B Tede-
Hue 3 Hefx.;

— apmpa no 1 Tab. 2 pasa B cytku — 21 nenb; no 1 tab6. 1 pa3 B cyTKu
B TedyeHue 2 Mec. ¥ 10 gHeit;

— 2/16Kap 110 '/, yaiiHOM JI0XKKY 2—3 pa3a B CYTKU B TedeHue 1 mec.;

— Hetipomynemusum 1o 1 Tab. B IeHb B TedeHue 1 Mec.

4-i1 Mec. — Kypc Qpu3noIedeHusl.

2-ii kypc (5—7-11 mecan):

— BUTaMHUHHO-MUHePAaJIbHBIN KOMIUIEKC CY7paduH B TedeHue 2 Mec.;

— xanvyuii-D, Huxomed o 1 Tab. 2 pasa B ZieHb B TedeHMe 3 Mec.;

— Kkydecarn popme 1o 1 Tab. B 1eHb B TeyeHre 1 Mec.

8-i1 Mec. — Kypc CaHaTOPHO-KYPOPTHOTO JIeUeHHUs.

3-it kypc (10—12-i1 mec.):

— apmpa o 1 Tab. 2 pasa B cyTku — 3 Hep.; mo 1 Tab. 1 pa3 B cyTku
B TedyeHue 2 Mec. U 1 Hex.;

— mazneB,ma6. 1o 1 Tab. 4 pasa B ieHb — 1 Mec.;

— axmu 5, o 1 yaitHO¥ J03KKe 4 pa3a B ieHb — 6 Heq.
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JICT B GONBIIMHCTBE CJIy4aeB YCTaHABJIMBAJIUCh B Ka4ecTBe COMYT-
CTBYIOIIIETO IMArHO3a, IPAKTUYeCKU BCETZia UM COIYyTCTBOBAJIU IPyTHe 3a-
6osneBanus. I1o pe3ynbraTtaM JiedeHUsi OCHOBHOTO 3a00JIeBaHUS CKJIa/Ibl-
BaeTCs BIeYaT/eHue 0 ToM, uTo Ha ¢poue JICT Ha Tepanuio HeOOXOAUMO
3aTpayuBaTh OOJIbIIe YCUITHH.

B yactHocTH, npu BA Hannuue ICT cunTaeTcs JONOJTHATEIbHBIM I10-
Ka3aHWeM JJIA YCUJIeHUsl Tepaluy, Ha3Ha4YeHUsl TONMYEeCKUX CTePOUZIOB
Y aHTWIEHKOTPHEHOBBIX NIPernaparToB B cJIydae JUarHOCTUKY CpeiHei T-
xectu 3a60J1eBaHU.

B cnyyae neuyenusa HINJI 3aza4yn Tepanuy BO MHOIOM COBIIAZIajIu, TaK
kak JICT mpakTuyecku Bcerzia cCONpoBoXkaaeTcs sABieHuamu B/I. B psane
CcJlydaeB OZIHM U Te Xe Tpenaparhl ObLIM MOKa3aHbI 1JIs1 JledeHUs1 OCHOB-
Horo 3aboneBanus u s Tepamuu J[CT. Hampumep, 1o JBONHBIM MOKa-
3aHUAM Ha3HA4YaIOTCA OJMBUTAMUHHbBIE, MUKPO3JIeMeHTHbIe IIperapaThbl
(mazre B, neiipomynomusum), Ipenaparsl A Koppexuun BJT (scenydoz-
Hele kanau, zacmpozymmar). IlpakTiuyecku B KaxzoMm ciydae npu JICT
ObLTa He0OXO/[IMa BereTOTPOIIHAS Tepanusi, HepeIko Hoomponest (nupa-
yemam, penubym, nanmozam).

B ciyvae nedeHust QyHKIMOHATBLHON AMCIIENICUY TIPEIyCMAaTPUBAIOCh
JiedyeHNe CONYTCTBYIOUIMX BOCHAJIUTENIbHBIX M3MEHEHU! B aHTPaJbHOM
OT/ieJie JKeNyaKa, B MepByl0 O4epe/ib — Tepalus MaToJIOTMYecKux ped-
JIFOKCOB [97].

Takum o6pasom, JICT MOTyT OKa3bIBaTh OTATOIIAOIIee BIMSHUE Ha
TeyeHre COMaTUIeCKUX 3a00JIeBaHuUM 1 HANTUYKe UX JOKHO OBbITh Tpe-
ZYCMOTPEHO B JIEYEHUN.

2.11.3. KatamHecTnyeckoe oo6caeAoBaHue AeTei
C AUCIIAQ3USIMU COCAMHUTCABHON TKaHU

Hamu 6b110 peAnpuHATO KaTaMHecTHYeckoe obciejoBaHue 36 fie-
teil 1-11 rpynnsl (20 neBoyek M 16 MaJb4MKOB) B XOZie HOBTOPHBIX rOC-
nuranusanuii. CpeHee BpeMs, Npollejliee MeXAy [epBbIM U IOCTIeAy-
oM obcnenoBanusaimu, — 31,89 + 15,30 mec. CpeziHuil Bo3pact fieteit
npu nepBuvHOM obcenoBannu 136,22 + 34,80 Mec., MpU KaTaMHECTH-
4yeckoM — 166,22 + 26,08 Mec. B nozaBysAomeM OONBIIMHCTBE CIy4YaeB
TIPOUCXOZIVIIO YMeHbIeHVe BBIPAXXeHHOCTH 1 YKCIIa Xanob, 4To 0cobeH-
HO XapaKTepHO /1715 FOJIOBHOM 60111 1 60J1eil B )XUBOTe.

Bouid  oLieHeHbl K3MeHeHHs OalabHbIX mokasareneir JICT.
ITomasisoniee 6G0IBIIMHCTBO IPU3HAKOB OCTAIMCh 6€3 3HAUYMMBbIX H3Me-
HeHUH, YTO rOBOPUT, C OZJHOM CTOPOHBI, O BOCIIPOM3BOJUMOCTA METO/M-
KM, a C APYTOil — 0 HeKOTOPO¥ CTabMIbHOCTY OGAJUIBHBIX XapaKTePUCTHK.
MOXHO IPeAINoJIOoXUTh, YTO Te NMPU3HAKH, KOTODPBIE IIpeTepIeInd u3Me-
HEHUs1, MeHee CrelMUYIHbI U B OOJIbIIEi CTeleH 3aBUCAT OT BO3PacTa,
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¥ Ha060poT. TaK, aHAMHECTUYeCKIe TIPU3HAKY, XapaKTePUCTUKHU TYJIOBHU-
113, JIMI1a U PYK U NOJICYeT B LieJIOM U3MeHeHUH He TpeTepIiey.

Haubonbinee KoMM4ecTBO H3MEHEHMI HAOJNIOAANOCh B paszerne
«OO6mMii 0cMOTpP», B HEM BbISIBJIEHA CTATUCTUYECKast 3HAYUMOCTD Pa3Jiu-
YUl IPU OLieHKe aCTeHUYeCKOro TeJ0CI0XKeHN s, TMIOIUIa31y MbIIIeYHON
1 )KMPOBOI TKaHU U 110 paszieNly B LieJIOM, pUyeM KaXk/j0e — B CTOPOHY
yMeHbllleHusd TposBieHUi. Takke yMeHBIIWJINCH NPOSIBJIEHUS THIep-
PaCTSHKAMOCTH KOXU U iepOpPMaIIMK TPYAHOM KIIETKH, 0 KOTOPBIM UMe-
IOTCS1 MHOTOYHMCJIEHHbIE JIUTepaTypHbIe CBeleHUsI 00 MX HUBEIMPOBAHUN
C TedyeHUeM BpeMeHHU. B HanboIbIIeii CTeNleHn CHU3MIACh THIIeEPMOOUIIb-
HOCTb CYCTaBOB, YTO TaK)Xe ONKCAHO B JuTeparype. HesHauMMo MOBBICK-
nack 6aNIbHOCTb aHAMHECTHYeCKUX TI0Ka3aTeseld M XapaKTePUCTHUK JIULA.
BosbIIMHCTBO MOKa3aTesell UMeslu TeHJeHIMIo K CHIKeHuo. Bee cratu-
CTUYeCKY 3HaYMMble 1T0Ka3aTely U3MEeHWINCh 3a CYeT CHIKeHUS.

KaraMHecTr4ecKkoe MHCTPYMeHTaIbHOe 00C/ieZIoBaHUe BBITOJHSAIOCH
TI0 TOM JXe MporpaMMe, KpoMe MHBA3UBHBIX METO/IOB U TeHeTYeCKUX HC-
cnenoBanuil. Pesynbratel 9X0oKT, HCT, pentrenorpaduu IITOII npakTu-
YeCK1 He U3MEeHWJIUCh.

Y3U opraHoB GPIOIIHOM TOJIOCTH OBLIO BBITIOJIHEHO B KaTaMHe3e 34 fie-
TAM. HopMasibHble pe3ynbTaThl IEPBUYHO PETUCTPUPOBANUCH ¥ 58,8 %;
neperu6 JKII, TpakTOBaBIIMIICS KaK CTOMKUM, — Y 23,6 %. B GonbImHC-
TBe ciny4daeB (58,8 %) npu HOpPMaslbHBIX [EPBUYHBIX pe3yibraTax Y3U
OpraHoB OPIOLIHO# MOJIOCTH, TPU KaTaAMHECTUYECKOM 00CJIeZIoBaHUM OHU
ocTaBasuch 6e3 n3meHenuil. B 11,8 % ciyuaes croiikuii meperu6 JKII co-
XPaHUJICS, B TAKOM JKe IIPOLIeHTe — He BBIBUJICS IPU IOBTOPHOM 00Cie-
noBanuu. Takum o0Opa3om, pu KaTaMHecTuueckoM Y3 -o0cieoBaHIN
CO CTOPOHBI OPraHOB OPIOIIHOI TOJIOCTH B Psifie CIyYaeB ObLIO BBISBIIEHO:
HOpMaJbHble NoKa3arenu Y3W, kak MpaBMIo, COXPAHAITCA; C TedeHU-
eM BpeMeHH MMeeTcsl TeHJIeHIUS K YMEeHbIIeHUIo urcia neperu6os JKIT
¥ YMeHbIIEHUIO0 U30bITOYHO TTOJBMKHOCTH TT€YeHH.

HopmaneHass Y3M-kapTuHa TOYeK MpPU MEePBUYHOM 06CIeI0BaHIN
peructpupoBanach B 73,6 %. B 35,3 % cny4yaeB oHa coxpaHsanach mpu
IIOBTOPHOM HcCJIefioBaHUU. [IpakTdecku ¢ ToH xe yacToToi (32,4 %) ru-
IepIO/IBMKHOCTD BBIABJIANACH BIlepBble PU TOBTOPHOM HCCJIe[JOBaHUN.
B menbiem npouenre ciydaeB (17,6 %) TUNEPHIOABIKHOCTb GUKCHPO-
BaJIaChb TpU 0OOUX MCCIIeOBAHUSAX. BbIsBIeHHAsH MUEI0IKTa3Us coXpa-
Hsmach. B 5,9 % npu moBTOPHOM 00C/IeZIOBaHUY BIiePBbIE BBISIBUIIACH O~
SICHIYHAs IUCTONHSA ToveK. [1pu kKataMHecTrdeckoM Y3U-o6ciejoBaHIN
OBLIO BBISIBJIEHO, YTO, B OTJIMYKE OT pe3ynbTaToB Y3 BHYTPEHHHX Opra-
HOB, NlepBUYHble HOPMaJIbHble pe3yabTaThl COXPAHAIOTCA JIUIIb B HOJO-
BUHE CJy4aeB.

Y3[I' MarucTpajpHbIX COCYAOB TOJIOBBI BBIIOJHAJNOCH 27 JeTAM.
Pesynbratel Y3[[' c0oXHee TOIBEPraloTCs TPAKTOBKe KM3-3a OOJIBIIEro
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pa3zHoobpasus. JlaHHBII MeTOJ| OTpakaeT MOOMIbHBIE QYHKIMOHATbHbIE
TI0Ka3aTesu, U Pe3yJIbTaThl er0 MeHsIoTcs ObicTpee. [Ipyu mepBUYHOM 06-
cJleIoBaHUM HOpMasibHbIe mokasaten Y3[I Obuti BhisiBieHb! B 40,7 %
cinyyaeB, acuMMetpus IIA ¢ HapylleHHeM BEHO3HOTO OTTOKa B 18,5 %,
acummerpus BCA ¢ HapyueHueMm BeHO3HOro oTToKa B 37,0 %. IToBTOpHO
HOpMaJTbHbIe noKa3aresu Y3/IT ObLIM BbIsSBIeHbI JIUIIb B 18,5 % ciy4aes.
B 22,2 % cny4aeB npy MOBTOPHOM 00CJIeJ0BAHIY TOKA3aTeNTH YXYALIMIIUCH
OT HOPMaJIbHBIX /10 [TOSABJIEHUS aCUMMETPU KPOBOTOKA 1 HAPYIIeHU! Be-
HO3HOTro 0TTOKa. CyMMapHO B 55,5 % noka3zaTend Y3/TI cyliecTBeHHO He
U3MeHWINCh. VIHTepecHo, YTO IpY MepBUYHOM BBIABJICHUM HApYLICHUA
BEHO3HOI'O OTTOKA OH IPAaKTU4eCKU BCerZa BBIABJIAICA No3gHee. TakuM
06pa3oM, MOJHO¥ BOCIIPOM3BOAMMOCTH TOKa3aTeneil Y3/I' Marucrpab-
HBIX COCYZIOB T'OJIOBBI BBISIBUTD He yZaJI0Ch, 3a UCKJIIOYEHUEM HapyIleHUi
BEHO3HOI'O OTTOKA, KOTOpble NPAaKTUYeCKU BCErZla BBIABIAIOTCA U IpU
TIOBTOPHOM 00cJiefioBaHNU. HeKoTopoe yxyaleHue ToKa3artesieil mpouc-
XOJIUT MPUOIM3UTENIBHO B '/, yacTy ciydaeB (22,2 %), NpubIM3UTeNTbHO
B [I0JIOBUHE cJy4aeB (55,5 %) MoKa3aTey CyLleCTBeHHO He MeHSAITCA.

10 mersim 1-ii rpynmsl (5 MaJIbYMKOB, 5 IeBOYEK) OBLIIO TPOBEEHO Ka-
TaMHeCTUYecKoe OCTe0/IeHCUTOMeTpIYecKoe obcenoBanre. OTOMpanych
JIeTH, KOTOPBIM 3TO UCCJIeJoBaHKe ObUIO MOKAa3aHO MOBTOPHO, T. e. ¢ OI1
Y IlepeJioMaMy B aHaMHe3e U151 OLIeHKY IMHAMUKY. 3HaYUMbIX U3MEeHeHU!
MIIKT B NOSICHUYHOM OTZeJie ¥ BO BCeM CKeJieTe He ITPOM30LUI0. B 1o-
nosuHe cny4yaeB MIIKT B MOACHUYHOM OTZeJe YBEJIUYWIACh, IPU 3TOM
Bce 3Tu et uMenu reHotulibl SS 1 TT renoB COL1A1 u VDR. CHUXeHue
MIIKT npowusomnuio B 4 ciy4asx u3 10, B ofHOM ciydae — 6e3 n3MeHe-
Huii. [Ipousomuio He3Haunmoe yBeaudeHne BMD, HO maHHBINA TOKasa-
TeJIb JOJDKEH YBeJIM4MBaThCA ¢ Bo3pacToM. Crenens cHxeHns MIIKT 1o
Z-KpUTepHUIO HECKOJIBKO YMEHBIINIACh. [[eTH, Y KOTOPBIX ObLIO 3aperucT-
PUPOBAHO CHIKEHUe 110 Z-KpUTepHIo, 0671a/1aii reHOTUIIOM Ss /v Tt.
Bo BceM ckenete yBeandeHrss BMD npaktudecku He npousonuio. CreneHb
camxenusa MIIKT 1o Z-Kputepuro Takxe MIPaKTUYeCKU He M3MEHWUJIACh.
Takum o6pazoM, MITKT He uMeeT OJHO3HAYHBIX TEHIEHIUI Pa3BUTHUS
C TeueHreM BpeMeHH. JIJIsl OLleHKH IMHaMUKK HeoOX0/1UM OOJbIIN# epu-
Ol BpeMeHHU U O0JIbIIasi TpyIia 06c/eJ0BaHHBIX.

Taxkum 00pa30M, HAMH BbISIBJIEHBI CJIEAYIOLIHE 3AKOHOMEePHOCTH:

1) ICT MoryT oka3blBaTh OTATOILIAIONlee BIMSAHME Ha TeyeHUe CO-
MaTH4ecKux 3ab0JIeBaHUil ¥ HAMM4YKE MX JIOJDKHO OBITh MPeyCMOTPEHO
B JICYCHUM.

2) IIpu kaTamMHecT4YeckoM obcnenoBanuu fereit ¢ ICT HeKOTOpBbIe
TI0Ka3aTeNy JUarHOCTUYeCKUX OaJlJIoB UMEIOT TeHAEHIMIO K CHIKEHHUIO.
Oco6eHHO 3TO KacaeTcst aCTEHUYECKOTO TeJI0CI0XKeHHs, TUITONIa311 Mbl-
IIeYHOW M XXMPOBOUM TKaHU, TMIIEPPACTSIKIMOCTH KOXH, ZedopManuu
TPYHOU KJIETKU U 0COOEHHO I'MIePMOOUIBHOCTH CYCTaBOB.
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3) IIpu oLieHKe U3MEHEeHHiA CO CTOPOHBI OPTaHOB GPIONIHOM MOJIOCTH
y fereii ¢ ICT uMeeTcs TeH/IeHIMS K yMeHbIIEeHHIO 9acTOTHI ledopMaruit
XEJYHOro My3bIpsA. [UeprnogBMXHOCTD [TOYEeK B PAZe CIy4yaeB BIIEpBbIE
IPOSBIIAETCSA C BO3PACTOM U BBISABIIAETCSA IIPU MOBTOPHBIX Y3U.

4) Ilnda oLeHKU AUHAMUKU M3MeHeHMi feTaMm ¢ JICT u cHuXeHNeM
MIIKT Heo6X0aMMO HOBTOPHOE ITPOBeZieHI e OCTeOIeHCUTOMETPUY Yepe3
HECKOJIbKO JIeT.

ok k

Vicxozsa U3 MaTepuasoB, U3JI0KeHHBIX B [JIaBe 2, ¥ YYUThIBas HaIA4IKe
TIOJIMOPTaHHBIX HapyImeHu#t 1 feteii ¢ ICT, chopMynTupoBaHbI Cieyo-
I1ie peKOMeHJaluH.

1) CkpuHMHTOBasA AUArHOCTUKA AUCIIIA3UN COeIMHUTEIbHON TKAaHU Y
JieTeil cTapiie 5 JieT MOXeT GBITh POBe/ieHa C MOMOIIbI0 pa3paboTaHHO
HaM{ IMarHOCTHYecKoi Tabmmibl. Ho3omormyeckas auarHoctika Gopm
1 GeHOTHIIOB JJOJDKHA TIPOBOJIUTHCS C IPUMEHeHVeM YTBePKIeHHBIX KpU-
TepueB. [[arHoCTI4IecKast TabIMIia MOXeT OBITh IPHMeHeHa Py 00bek-
TUBHOM 00C/IeZIOBaHUY, BO BpeMs NMPODIIAKTIIECKUX OCMOTPOB U JHIC-
MaHCepU3aLUu IJ KOMIUIEKCHOW OLIeHKM BBIPaXKeHHOCTU [UCIIA3Ui
COeZIMHUTeIbHOY TKaHU Y ZieTeld cTaplie 5 JieT.

2) 751 BBISIBJIEHWsI COMATHYeCKIX HAPYIIeHu# B 1aH 00C/el0BaHMs
fileTell ¢ UCIUIA3UAME COEJMHUTENIbHON TKAaHU HeOOXOIMMO BKJIIOYATh:
aneKTpoKapzauorpaduro, 3xokapauorpaduio, KapauouHTepBasorpaduio,
yIBTPa3BYKOBOE KCC/IeIOBAHME OPTaHOB OPIOIIHOW MOJIOCTH M IMOYeK
B IMHAMUKe, 3JIeKTposHIedanorpapuio.

3) Jins BbIABJIEHUS OCOOEHHOCTE CTPOeHHS IIEHHOTO OTZesNa IT03B0-
HOYHMKA B TJIaH 00CJIeOBAHUSA fleTell C JUCIUIa3UsAMU COeINHUTEbHOM
TKaHU HeOOXOAMMO BKJIIOUMTH PEHTreHOrpaduio U yIbTPa3ByKOBOE HC-
cJlefloBaHKe MIeHHOTO OT/iesia O3BOHOYHHUKA. C I1eJIbI0 OLIeHKU KPOBOTO-
Ka MarucTpajbHBIX COCYZIOB TOJIOBBI IOKA3aHa YIbTPa3ByKOBas JOMILIe-
porpadus.

4) B mporpaMmy 00cJIel0BaHUSA [eTei ¢ JUCIIA3UAMU COeAUHUTEIb-
HOW TKaHU I1e1eco00pa3HO BKIJIOUEHHEe PEeHTTeHOBCKON OCTeOZeHCUTO-
MeTpuH, 0COOEHHO NPY HAJIMYMU TIepeioMOB KOCTell B aHaMmHe3e. IIpu
CHIDKEeHUM MUHEpPAJbHOW IJIOTHOCTH KOCTHOM TKaHM HeoOXOAMMA IOB-
TOpHAs OCTEOJEHCUTOMeTpUs Yepe3 2—3 roza.

5) Habntonenue feTeii ¢ AUCIUIA3UAMU COeAUHUTETBHON TKAHH H0JI-
’KeH OCYIIeCTBJIATD [IeINATP C IPHBJIeYeHIeM HeBPOJIOTa, 0pTaIbMOJIOra,
Kapauosnora. B Haubosee TSHKeNbIX CIydasix 1eec000pa3Ho BeZleHue Ta-
KUX 7leTell COBMECTHO C OpTOIeZioM. B jiedeHre HEOOX0AMMO BKIIOYAaTh
NpoUIAKTUKY OcTeoneHuu, Gu3MOTepanuio, edeOHy (GU3KYIbTYpy
Y 3aHATHUSA aTPaBMaTUYHBIMU BU/IAMHU CIIOPTA.
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lMepcnekTMBbI MOACKYASIPHO-TE€HETHYECKOM
AMArHOCTMKMU HACAEACTBEHHbIX HapyleHUN
COCAMHUTEAbHOM TKaHU

B anpesie 2003 r. Mup y3HaJ1 006 YCIENTHOM 3aBepIIEHUN MeXyHAPO/-
HOH nporpaMmbl «[eHOM yesoBeka». DTO 03Ha4ajo, YTO C HOMOIIbIO HO-
BBIX MOJIEKYJIIPHBIX TEXHOJIOTHH yZanoch pacuppoBath (IIPOYUTATD)
Moekyny JHK uenoBeka — ero renoM. [TociejoBaBIive 3a 3TUM COOBITUS
03HaMeHOBAJINCh HOBBIMU TeHeTUYeCKMMHU HallpaBJleHUsAMHU B 3BOJIIOLIUN
JyeJI0BeKa, ero QuioreHese 1 3THOreHe3e (3THOT€HOMUKA, CPaBHUTEJIbHAS
reHOMUKA), B TIOHUMaHUK PabOThI TeHOB ((PYHKIMOHAIbHAS TeHOMUKA)
¥ [IPOIieccax peayn3aluy TeHeTH4ecKoi nHpopmanyu (TpaHCKPUITOMU-
Ka, IPOTeOMHUKa, MeTabonomuka) [35, 40].

OcobeHHO 6oJblnoe 3HayeHHe pacmU@poOBKAa TeHOMA WMMesa s
MeJULUHBL. BbIIO He TONBKO ycTaHOBJEHO 4ucio reHoB (21 000), HO
¥ ueHTUOUIMPOBaHbI 60see 1500 reHOB, MyTallMM KOTOPBIX TPUBOAAT
K TSDKeJIbIM HacJle/ICTBeHHbIM 3a00JieBaHUAM. Biarozaps aToit uHpopma-
1Y Y7IaJI0Ch JOCTUYb 3HAYUTEIbHOTO IIPOTpecca B IMarHOCTHKe, Npodu-
JIaKTHKe U JIeYeHUH HacJIeICTBEHHBIX O0Jie3Heil, pa3paboTaTh HayYHbIE
OCHOBBI 1 HAYaTh KJIMHUYeCKKe UCIIBITaHKA 110 TeHHOH Tepanuu. Havanca
MacITabHbIi ITOUCK TeHOB — KaHUAATOB MYJIbTH(AKTOPHBIX 60JIe3HEN.
BO3HUKIIO ¥ MOJIYYUIIO CTPEMUTEIbHOE Pa3BUTHe HOBOe MHOT000eIao-
uee Hanpasienue — [IIIIIM, — Ga3upylomieecs Ha IaHHBIX O CTPYKTYpe
1 QyHKIUAX reHoMa 4esoBeka [37, 40, 41, 72]. YMeCTHO OTMETHTb, YTO
umeHHO IITITIM aBJseTcsa NPUOPUTETHBIM HAIPaBIeHUeM MeULIUHCKON
HayKH4 Halllell CTPaHbl, KaK po3Bydaso Ha 90-ii ceccuu ob1iero cobpanust
PAMH 19—20 nexabps 2012 1.

Takum 06pa3oM, cOBpeMeHHasi TeHeTHKa, a TOYHee, TeHOMUKA aKTUB-
HO BHeZIpSIeTCsl BO BCe pasfiesibl KJIMHUYeCKOH MeUIMHBI, COCTaBseT
OCHOBY METOZ0JIOTHY (yHIaMeHTaJIbHBIX UCCIe[I0BAHUI B 00JIaCTH Me-
AULUHBL [IpaKTHUYeCcKuii BKJIa FeHOMUKH OCOOEHHO 3HaYKTeNIeH B OHKO-
soruy, GpapMaKoJIOTUH U Tefuatpui [41, 72].

T'eHbI 1 00J1€3HU. VI3BeCTHO, YTO MYTAIIUU €JUHIYHBIX TEHOB OIIpe-
IeNsIoT TONbKO 1,5 % Bcex Gose3Heil. B HacTosIee BpeMsi UAeHTUDUIIN-
POBaHbI IPaKTUYeCKH BCe T'eHbl, OTBETCTBEHHbIe 32 BOSHUKHOBEHUE TSke-
JILIX HACJe[ICTBEHHBIX OOse3Held, pa3paboTaHbl ¥ MOCTOSTHHO COBEpIIeH-
CTBYIOTCS TEXHOJIOTMHY U/IeHTUQUKALUKI MYTalUii B 3TUX reHax. TOUHOCTb
ZMAarHOCTUKY OOJIbIIMHCTBA HAC/IeCTBEHHBIX 3a00JIeBaHU# yKe TPUOIIH-
xaetcs K 100 %.
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Bce octanbHble 6one3nu (98,5 %), B TOM 4uCJIe TaKue YacThble, KaK
CepZeYHO-COCYAUCThIe, OHKOJIOTUYECKUe, TICUXIYecKre U faxe UHeEK-
LIMOHHBIE, SABJIAIOTCS Pe3yIbTaTOM COYeTaHHOTO 3ddeKTa HebIaronpusrT-
HbIX BHEIIHUX (aKTOPOB U MHAMBHUAYAIBHBIX 0COOEHHOCTEl reHoMa, MOo-
BBINIAIOIINX YYBCTBUTEILHOCTD YeJ0BeKa K 3TUM 3abosieBaHusaM. OTcroza
Y UX Ha3BaHWEe — MYJbTH(AKTOPHBIE (COUETAaHHBbIE MM KOMILIEKCHBIE)
3aboneBanus (M®3) [200].

B mocrnenHue rofbl ycmexy LUBUJIM3AlUM, CBA3aHHbIE C HayYHBIM
¥ TEXHUYECKVM MPOTPECCOM, CYLIeCTBEHHO YCUJIWIM BIMSIHUe Hebaro-
IPUATHBIX 3KOJIOTHYECKUX (HaKTOPOB HA 37J0POBbeE YesioBeKa. ITosBuIach
Gosbluas rpynmna 3a60JieBaHuii, B TaTOTeHe3e KOTOPBIX BIUSIHUE TOKCHU-
YeCKUX NHUIEBbIX, TEXHOTEHHBIX U JIPYTUX BPeNHBIX (HAKTOPOB IpoCIIe-
)KUBaeTcss 0COOEHHO OT4eTNIMBO. K HUM OTHOCATCS CepAevHO-COCYu-
CTble, OHKOJIOTMYeCKHe, ayTOMMMYyHHbIe 3a60y1eBaHus1, 601e3Hn 0OMeHa,
Ha J10JI10 KOTOPBIX IpuxoAuTcsa 10 70 % cMepTHOCTH. VIX 4acTO Ha3bIBAIOT
«3KOTeHeTH4eCKuMU OosesHssmMu». [IpUYMHA UX MUPOKOTO PacmpocTpa-
HeHUs He TOJIbKO B IIPOIPeCcCHBHOM YXYAIIeHUU 3KOJIOTUYeCKUX YCIOBU,
HO ¥ B IOBBINIIEHHON MHAWBUAYATbHOU 4yBCTBUTEIBHOCTH K JIeHiCTBUIO
HOBPEeX/JA0MUX PakTOpoB. MyTaHTHBIE I'eHBbI (aJUlesin), KOTOpble COB-
MECTHMBI C POK/IeHHeM 1 )KU3HbIO, HO P HeOJIarOnpHUsATHBIX YCIOBUSIX
CIOCOOCTBYIOT PAa3BUTHIO TOTO WK MHOTO M®3, mosyuniv Ha3BaHMe ze-
Ho8 «npedpacnonoxcenrocmus (34, 37, 72].

CoyeTaHusi pa3MYHbIX I'€HOB, 00ECIEYMBAMOIIMX MeTaboIMYecKue
Ipoliecckl B HOpMe WJIM BOBJIEUeHHBIX B pa3BUTHe KOHKPETHOM KOMI-
JIeKCHO ITaTOJIOTUH, TTOJIyYM/IM Ha3BaHUe «T'eHHbIX ceTeil». B kaxmoii u3
TaKUX ceTeil BbIENAIOT IaBHbIe (LleHTpajbHble) TeHbl U J0NOJHUTeb-
Hble (BCIIOMOTaTesbHbIE) TeHbl, TaK Ha3blBaeMble reHbl-MOJU(PUKATOPEIL.
JanbHelilee pa3BUTHe KOHILENIMA FeHHbIX ceTell Moaydusia B Ucciezo-
BaHUAX QYHKLUMOHAJBHBIX reHeTHYecKux mMoayieil (PI'M), ompezensio-
IIUX COCTOsIHUE U 3P HEKTUBHOCTH PabOTHI BCeX METabOINYECKUX CHCTEM
opranusma. C nomoribio 6rnonHdpopmatiku ycraHoieHsl ®TM znis pas-
mnyHbIXx M®3 1 onipesiesieHb reHbl, BOBJI€UeHHbIE B UX NaToreHes [37, 38,
200]. ManbHeiiumii ananu3 nokasai, 4yto @TM pasHbIX 60Jie3Hel UMEeIT
MHOTO O0IKX TeHOB. MyTaluy pa3HbIX TeHOB MOTYT BBI3bIBaTh (eHO-
TUIMYeCKH cXonHble M®3, a MyTaruu ofHOroO reHa MOTyT OBITb MPUYHU-
Ho# pa3Hbix M®3. Myrauuu LieHTpaibHbIX reHoB @T'M yaiie cBA3aHbI
C OIYXOJISIMU U C PaHHEH CMEPTHOCTBIO; MyTalluH (MOJTUMOPQU3MBI) T1e-
pudepryecknx reHoB ®I'M UrparoT OCHOBHYIO POJIb B GEHOTHITHUYECKON
M3MeHYMBOCTU 1 pa3sutiu M®P3. Hamnyue 0OMUX reHOB MPH Pa3HbIX
M®3 noka3biBaeT UX MaTOTeHeTUIECKYIO OJIM30CTh, T. €. CBUETENTbCTBYET
00 00IIMX MOJIEKY/ISIPHO-TeHEeTUYeCKUX MeXaHU3MaX, Jie)KallliX B OCHOBE
TaKOT'o ABJIeHUs, KaK «CUHTPOIUSA», — CYILleCTBOBaHUe NaTOreHeTHYecKu
POJICTBEHHBIX KacTepoB 3aboseBanust [196—198]. CoBnazieHre MHOTHUX
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M®3 1o 60JbIIOMY YKCITY T€HOB HATJIAAHO NMPOJEMOHCTPHPOBAHO MPU
CpaBHEHMYU I'eHOB-KaH/AN/IAaTOB, aCCOLIMMPOBAHHBIX C pa3IUYHbIMU ayToO-
VMMMYHHBIMU 3a6071eBaHusAMY. Hatiyre o01yx reHOB-KaH/IUAATOB, acCo-
[IUMPOBAHHBIX C I[eJIaKuels, 60me3ubi0 KpoHa, paccestHHBIM CKIIEPO30M,
NICOPXAa30M, peBMATOUTHBIM apTPUTOM, CUCTEMHOU KPAaCHOM BOTYaHKOM,
caxapHbIM fuabetom I Tuma, HecreldpuIecKuM I3BeHHBIM KOJIUTOM, JI0-
Ka3bIBaeT MaTOreHeTHYecKoe CXOZCTBO (POZACTBO) 3TUX ayTOMMMYHHBIX
6onesHeit [442].

SIpKMM IPUMEPOM CHHTPOIHBIX 3a001eBaHUi MOTYT C1yXuTh U JICT.
ITpyu4rHON MHOTMX M3 HUX SBJIAIOTCA MyTalliM OJHUX U TeX jKe I'eHOB,
a pa3Hble KJIMHUYECKKEe TUIIBI — Pe3ysbTaT 0COOEHHOCTel UX SKCIPeCcCHn
U IeiicTBUA TeHOB-MouduKaTopoB. I1o cyru, knacrepsl ICT — deHo-
TUIMYECKYe TIPOSIBJIEHUs] KJIMHUYECKO reTeporeHHOCTH, 00yCI0BJIEHHOM
PasHBIMM MyTallSMU B OZTHOM U TOM >Ke WJIU B pa3HbIX TeHax [256, 260].

Boisicnenne @T'M kaxaoro M®3, uneHTrdUKAIKS B HEM LIeHTPaTbHbIX
TeHOB ¥ TeHOB-MOI1(PUKATOPOB, aHAJIN3 aCCOIMAIINY UX ajliesieii ¢ 3a6oJe-
BaHMEM, OIIeHKa BKJIaZla HebIarompusATHBIX 9K30TeHHbIX GaKTOPOB U pas-
paboTKa Ha 3TOM OCHOBE KOMIIIEKca MPOPUIAKTUYECKUX MEPOTPUATHIX
IJIS JIULL, OTHOCSIIIUXCSA K TPYIIe BLICOKOTO PUCKA, a BIIOCIE/ICTBUM U JJIS
KOHKDETHOTI'O MallMeHTa, — IyiaBHas 3agayqa IITIIIM [40].

M®3 c gucnna3uei coeguHUTENbHOM TKaHu. J[ICT sBIsAIOTCS ca-
MOU MHOTOYMC/IEHHOM 1 OJIHOM 13 HarboJee CIOKHBIX T TOYHOM K-
HUYEeCKON JMarHOCTHKU TPynn 3abosieBaHuil. IIoBceMecTHOe MPHCYTC-
tBrie CT 00bsIcHsIeT pa3HOO6pa3re KAMHINYECKON MaTOI0TUY, CBI3aHHOM
c ee nedexramu, a TPyAHOCTH AWATHOCTUKU U Majasg 3PpQeKTHBHOCTD
JiedeHrsT — TOBBINIEHHBIN MHTEpeC K 9TO mpobjiemMe cO CTOPOHBI Crie-
IIMAJIMCTOB, PabOTAIONINX B CAMBIX Pa3HbIX 001ACTSIX MeAUIUHbI. OYeHb
noMMopQHas Mo KJIuHUYecKuM mposiBieHusM JCT, mo ompesesieHUIo
npodeccopa D. B. 3eMIOBCKOTO, TpeACTaBiseT COO0il «HacenyeMble
WM BpoxzieHHble HapymeHusi CT MynbTrdaKTOPHON MPUPOAbI, Xapak-
TEePU3YIOIIECs] TeHETUYECKOH HEOJHOPOJHOCTBIO M OTHOCUTENIBHO J106-
POKaYeCTBEHHBIM TeyeHreM, 00belnHEeHHbIE B CHHAPOMbI U (EHOTUIIBI
Ha OCHOBe OOMIHOCTY BHENIHUX ¥/WJIM BUCIIEPATbHBIX TPU3HAKOB». J[JIst
3THX 3a60JIeBaHUH B IPAKTHKe TeIUATPUU XapPaKTEPHBI: BHICOKAs 4acTo-
Ta, BhIPQXKEHHBIM KJIMHUYECKUI TOTUMOPPU3M, CI0KHOCTb IMaTHOCTUKU
u nevyenus [186]. Knunuueckue mposisienusi JICT uMeroT mosuopraHHbIN
U TIPOTpereHTHBIN XapakTep. MakcuMasbHbIN MIPUPOCT MPU3HAKOB Ha-
6JI01aeTCst B OIPOCTKOBOM Bo3pacte. 110 JaHHbIM psiia MCCIe0BaHMIA,
HauOOJBIIYI0 AUATHOCTUYECKYIO LeHHOCTh MMEIOT KOCTHbIE MPHU3HAKH.
Bbicokas 4acTOTa OZIHOTUIIHBIX COYeTaHUi TaKUX HapylLleHUi CBUfeTelb-
cTByeT 00 UX TaTOTeHeTUYeCKOi OOMIHOCTY 1 TT03BOJISIET PaCCMaTPUBATh
UX KaK CUHTPOIIHbIE, T. e. MMeIOll1e OIMHAKOBYIO UM CXOAHYI0 MOJIeKy-
JIIPHO-TeHEeTUYeCKyl0 OCHOBY MaTOreHe3a.
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BoiziesieHO MHOXeCTBO (peHOTUNMYECKUX TPOSBIEHUN (CHMITOMOB)
JCT u MuUKpoaHOMaJUH, KOTOpbIe TO/Ipa3ZieNIAloT Ha BHeLIHNUe, BbIsABIIA-
eMble IpU GU3UKATBHOM 00C/IeJOBAaHUY, U BHYTPEHHUE, T. €. OpPraHHbIE
[30]. B cembsix nereit ¢ ICT 4acTo oTMeuyaeTcsi OTATOIEHHOCTh TI0 3a-
6oneBanusam JKKT, amneprudeckum 6oJie3HSIM, BapUKO3HOU 060Jie3HH,
OCTEOXOHZIPO3y M03BOHOYHKKA. TakuM obpasom, [ICT sBistoTcs: GoHO-
BOI My/IbTH(AKTOPHO¥ IATOJIOTHEl, 00pa3y0T KIMHUYECKUe CUHTPOINU
U CJIyKaT KOHCTATYLMOHAJIBbHOM OCHOBOM IOJMOPTaHHBIX HApyLIeHUM
y zeteii [16, 30, 254].

Ileneruxa JICT. BoizeneHne Me3eHXUMHOTO 3adaTKa, U3 KOTOPO-
ro pasBuBaercs Bcsi CT, mpoucxoauT yxe Ha 1-il Hel. BHYTPUYTPOOHO-
ro pa3BuTHA yesioBeka [36]. IIpucyTcTBHUe POM3BOHBIX Me3eHXUMbI BO
BCEX OpPraHax M TKaHSIX OpraHu3Ma ompezesnsieT 60Jblioe pa3HooOpasie
kirHmdecknx gopm JICT, a OTCyTCTBHE TOYHOHN JUArHOCTUKH CYIIeCT-
BEHHO 3aTPyZAHSeT UIeHTUPUKALUIO IEPBIYHOTO OUOXUMUYECKOTO TPO-
IyKTa 1 MOUCK MYTAHTHBIX I'€HOB, NPUBOZALIMX K 3TUM HapyLIeHUAM.
CJI0’)KHOCTb IMaTHOCTHUKY YCYTYOJIsIeTCs] OTCYTCTBUEM TOYHOTO OTIpejiesie-
HUS XapaKTepa U KojudecTBa (crnenuduUIHOCTH) MPU3HAKOB [254, 266].
ITo mHeHMIO B. B. 3eMI10BCKOT0, COBpeMeHHbIe MMMYHOTMCTOXUMUYECKHe
¥ MOJIEKY/ISIPHO-TeHeTUYeCKIe MCCIIeJOBAaHUS B OOJIBIIMHCTBE CIyYaeB
ZOPOTY Y Majo/lOCTYIIHBI, YTO ZlelaeT 3HaHWe KJIMHUYeCKUX NPU3HAKOB
u anroputmoB auartoctuku JICT ocobeHHo BaxkHbim [112, 183].

Jaxke B KJIMHUYECKU OUeBU/HBIX CIIyyasaxX TOYHAs MOJIeKyJIApHas aua-
rHoctuka JICT npezcTaBiser 3HaUuTeIbHble TPYAHOCTU. Tak, TONBKO AT
reHa GubpuimHa-1 (FBN1), MyTauuy KOTOPOTO JIEXaT B OCHOBE TaKOTO
XOpOIIIO M3BECTHOTO HAC/IEACTBEHHOTO 3aboseBanus1, kKak CM, 13BecTHO
6osnee 1000 myraruii. IIpu 3TOM KOppeJALMU MeXAy FeHOTHIIOM U de-
HOTHUIIOM OOHApY)XUTh He YIAeTCs: OfHU U Te JKe MyTal[d BBI3bIBAIOT
CeMEeMHYI0 3KTOIUI0 XPYCTalNKa, CeMelHy aHeBpu3My aopTel, MACC-
cuHapoM, cuuapoMe IInpunTiieHa — Tonbabepra u Beiina — Mapke3aHu
[123]. MyTatuu B rene COL1A 1 MOTyT ObITh IPUYUHOM GoJtee 14 pa3iud-
HBIX 3a00J1eBaHMUI.

CuHre3 Bcex 27 TUIIOB KOJUIareHa KOHTPOJMPYIOT 42 reHa, B 23 u3
KOTOPBIX onucaHo 6osiee 1300 myTaumii. Pa3HooOpa3ue MyTauuii 1 Ux
(GeHOTHITIYeCKNX TIPOSIBIEHUI Cephe3HO YCIOXKHSAET TOYHYI0 MOJIEKY-
JIIPHYIO JUarHocTuky [123]. MHorouucieHHble U O4eHb NMPOTSKEHHbIe
M0 pa3Mepy reHbl KOJIJIATeHOB, 0COOEHHOCTU CTPYKTYPBI M Peryyisliiu
GyHKIUM TeHOB, KOHTPOIMPYIOMUX cuHTe3 6enkoB CT ¥ IIIMKONpOTen-
HOB BHEKJIETOUHOT'O MaTpUKCa, TPU BeCbMa CXOAHBIX KOHEUHBIX KJIWHU-
YeCKUX MpOsABJIEHUAX WX MYyTalii, CO3/1al0T Cepbe3Hble TPYAHOCTH A
MoJieKynsapHoy fuarHoctuku JICT.

B Hacrosamee Bpemsa 1o xapakrepy Hacnenosanus HHCT pasge-
JSAIOT Ha 2 rpyunsl: dugdpepenuuposannvie (nHacnedcmeernHvie)
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C YeTKO YCTaHOBJICHHOW KJIMHUYECKOW KapTUMHOW, TUIIOM Hacje[oBa-
HMS, XOPOIIO U3y4eHHbIMU FeHHbIMU ¥ OMOXMMUYECKUMHU JedeKTaMu
u JICT [123].

HHCT — rereporeHHasi Tpyliia MOHOTeHHbIX 3abojieBaHui, 00y-
CJIOBJIEHHBIX MyTallMsIMY I'€HOB CUHTe3a U paciazia 6eJIKOB HeKJIETOYHOTO
MaTpuKca 1 MopdoreHesza COeIMHUTENBbHON TKaHU. B QyHIaMeHTanbHON
monorpaduu T. Y. Kaaypunoii u B. H. Top6yHoBoi#i [123] naHo omwca-
Hue 250 moHoreHHbIX [JCT, 06ycioBieHHbIX MyTauusiMuB 120 reHOB
KOJIJIar€HOB ¥ BHEKJIETOYHOTO MaTpuKca. ITouru 70 Takux 3aboseBaHuii
00yCJIOBJIEHbI MyTalMsAMH B 24 KOJUIAr€HOBBLIX TeHaX U B 4 reHax Ouo-
CHHTe3a KoyjareHoB. TONBKO B IBYX KOJIJareHoBbIX reHax — COLIAI n
COLIA2 — wunentudunupoBaHo noyrd 400 myrauuii (260 — B reHe
COL1AI n 130 — B reHe COLIA2). JlecATKU MyTaLuii HalleHbl U B ApY-
TUX KOJUIareHOBbIX reHaX. BOJIBIIMHCTBO MyTaluii 3aTparuBaT eAMHUY-
Hble HyKJIEOTUZb! (TOYKOBble MyTalluK), IPUBOZAAT K 3aMeHe OTZeJbHbIX
aMHMHOKHCJIOT B GeJike (MUCCeHC-MYTAIMK) UK K GJI0KY Ipoliecca TpaHC-
NAUUY (HOHCeHC-MyTalyu ). OOBIYHO STU MyTallMK HACJIeAYIOTCSA TI0 ayTO-
COMHO-ZIOMUHAHTHOMY TUIly. BeIpa)kxeHHas KJIMHAYeCKasi FeTepOreHHOCTh
JCT B 3HaUNUTEJILHON CTeIIeHU OIpeZieIsAeTcs XapaKTepoM MyTallMOHHbIX
n3MeHeHui. K aToii rpynne orHOcsATCss CM, paznmynbie popmel HO, CB[I,
XOH/JIPOJIUCIUIA3UI U apTpomnaTuii, odrajibMoONaTUil, HeHPOIaTHii, 6yJ1-
JIe3HOTO 3IU/IePMOJIN3a, MAOIIATUI U TYTOYXOCTH.

JCT — reHeruueckyu retreporenHole M®3, acconupoBaHHble C pas-
BUTHEM XPOHMYECKOW COMaTU4eCKOM MaTOJIOTUH, NPOSABIAOIENCA CMe-
IIaHHBIMK HapYyILIEHUSMHU ¢ MappaHOMOAOOHBIMY VJIH 3JI€PCOTO00HbI-
MU KJIMHUYeCKUMU GpeHoTumnamu [123]. 7151 KaXkIoro us aTux GeHOTUIIOB
XapaKTepHbI CBOM 0COOEHHOCTH, OIU3KKe WK TOXAecTBeHHble CM uin
CO/. IMockonbky JCT MMeOT IPOrpecCUBHOE, MPOrpeSUeHTHOe Tede-
HYe ¢ HapacTaHUeM TSKeCTH CUMIITOMOB € BO3pacTOM U GOpMUPOBaHUEM
XPOHMYECKON COMAaTHYeCKOW IaTOJIOTMH, PAHHAS MOCTAHOBKA TOYHOTO
AVarHo3a ¥ Ha4ajio aKTUBHOW MPOQUIAKTUKYA OCHOBHOI'O COMAaTU4€ECKOT0
3a0071eBaHUS IPEJICTABIIAITCSA 0COOEHHO aKTyalbHbIMU.

Aunarnocrtuxka HHCT. Ilpu HacnencrBeHHBIX popmax HHCT u oco-
6enno mpu JICT nocTaHOBKA TOYHOTO IarHO3a COCTaBJIseT BOJIbIIMe PO-
6embl. CBA3aHO 3TO IIPE3K/IE BCETO C T€M, YTO Ja’Ke Ha COBPEMEHHOM, O4eHb
BBICOKOM YPOBHE MOJIEKYJIIPHBIX TeXHOJIOTUI reHeTu4ecKast IMarHoCTUKa
JICT ocraercsi oTAaeHHOH TepcreKTHBOM. IToaToMmy s o6cieoBaHusA
ZieTeil HarboJiee JOCTYIHBI KIMHUKO-aHAMHECTUYeCKre U QyHKLMOHAIb-
Hble MeTo/bl. Poccuiickue pekoMeHzanuun «HaciencTBeHHble HapylleHUs
coefiHUTENbHON TKaHW» (2012) mpenaraioT BeiHOCUTb JICT B KauecTBe
COIyTCTBYIOLIEro ArarHo3a. OQULIUATILHO YTBEPXKIEHbI 6 JHCIIacTAYec-
KUX CHHZIDOMOB M (PEHOTHIIOB, @ TAKXK€ WX JUArHOCTHYeCKHe KPUTEepUH
[183].
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B nocnenHee BpeMs Ha OCHOBe M3y4eHUs KIMHUYECKUX OCOOEHHO-
creii Teqenus u Tsoxecty [ICT y nereil KIMHUYecKH 000CHOBaHA CHCTEMa
CKPUHMHTOBBIX AWaTHOCTUYECKUX MepONPUATHH, [TPeAOkKeH aJrOpUTM
ZIOTIOTHUTENIbHBIX METO/IOB IMATHOCTUKY M MEIULIMHCKOTO HaOJI0/IeH s,
TI03BOJISIIOIIMI B 3HAYUTENIbHON Mepe YTOYHUTDH KJIacCUPUKALUIO U TO-
BBICUTh Ka4eCTBO KIMHWYecKo# auarHoctuku J[CT. PaspabGoTaHHbIiH aji-
TOPUTM MOXKET CJIY)KUTb OCHOBOH /711 CKpUHUHTIOBOM AAnarHOCTUKYU JICT
y feteil 5—18 seT, MO3BOJISIET BBISBUTH 3HAYMMBIN HAO0pP QpeHOoTUNnYe-
CKUX IPU3HAKOB ¥ HA3HAYUTh COOTBETCTBYIOMIEe oOcienoBaHue [30].

[ns nuarHoctuky [ICT UCTIONB3YIOTCS pa3iudHble OMOXUMUYECKHE,
MMMYHOXVMHYECKHe U IMMYHOQII00pecieHTHbIe MeTobl. CTaHapTHBIE
nabopaTopHble OMOXMMHUYECKHE TeCTbl, OCHOBAHHbIE Ha OMpeZeseHU:
NPOAYKTOB pacraja KOJJIareHOB M OeNKOB BHEKJIETOYHOrO MAaTpHKCa,
a TaK)xe HaJIMYMU CBOOO/THBIX AMUHOKHCIIOT, IAI0T JIUIIb OPHEHTHPOBOY-
Hble pe3yJbTaThl, 03BOJIAIOMIKE 3aM0/j03pUTh TOT uiaK nHoi Tl JICT.
ToyHasi AMArHOCTHKA MOYKET OBITh IOCTUTHYTA TOJNBKO MyTeM UeHTUU-
Kalluyd MyTaluii B COOTBETCTBYIONIINX MPUYMHHBIX reHaX (KOJIJareHOBBIX
reHax WK reHax 0eJIKOB BHEKJIETOYHOTO MAaTPHKCA).

Kaxk oTmeuasnoch Bbllle, 711 MHOTUX €HOB KOJUIaTeHOB U psAZia TeHOB
OeJIKOB BHEKJIETOYHOTO MAaTPUKCA Y)Ke HaiileHbl MHOTOYMCIIEHHbIE MyTa-
uuu [123]. Obpamaer Ha ce6s1 BHUMaHUe OOJIbIIOE pa3HOOOpa3ye MyTa-
WA U BBIPQKEHHBIN MOTUMOPOU3M UX (PEHOTHITMYECKOTO MPOSBIIEHUS
(nanu4ue pasabix popM JCT mpu MyTanusax OJHOTO U TOTO JKe reHa), 9To
CYILIeCTBEHHO 3aTPyJHsAET MOJIeKYIAPHYI0 AUarHOCTUKY U JieslaeT ee Ma-
70y06HOM /71 npuMeHeHus B kiuHuKe JICT.

ITpobema MonekynsapHoil auarHoctuku JICT ycyrybisercss 60ib-
My pa3mepamu reHoB CT (6osiee 500 ThIC. Tap HYKJIEOTUAOB), PEAKO-
CTbI0O MO)XOPHBIX (ZOMUHUPYIOLIMX O YyacToTe) MyTauuil. Knaccuueckue
MOJIEeKYJIIPHO-TeHeTH4eCcKre MeTOAIbl, IPUMeHseMble /I IOMCKA HOBBIX
MyTauuil (pasnuuHble BapuaHThl I11]P-aHanu3a), MaJoONpUrOHBI AJA
AMAarHOCTUKY Hacje[CTBeHHbIX BapuaHToB JICT M mpakTuyecku 6Gecro-
JIe3HBI U1 AUarHocTuky HeguddepennrpoBaHHbix [ CT.

IIpuMepoM MOXeT CIY)XUTb Kiaccudeckuil BapuanT CB/I, o6ycioB-
JieHHBIN MyTauusamy B reHax COL5A1 u COL5A2. TIoUCK TOYKOBBIX My-
tauuil B reHe COL5A2 cTaHAapTHBIMU MOJIEKYJISPHO-TeHeTU4eCKUMU
MeToJlaMHU B cJlydae Kjaccudeckoro tuna CH]I okasascs ManonHpopMma-
TUBHBIM [156]. 3HauKTeNBEHO GOJIee ycremHo# oka3anach cucrema JJHK-
MapKepoB, KOMIUIEMEHTapHBIX BBbICOKONOJIUMOPQHBIM y4acTKaM reHa
COL5A1, Tak Ha3bIBaeMbIil «TeCT Ha TMOTEPIO reTepPO3UTOTHOCTU Y, IITUPO-
KO TIpUMeHsieMblii B oHKoJioruu [117]. MeTtos oco6eHHO MHPOPMAaTHBEH
y GOJbHBIX ¢ TsDKenbIMU BapuaHtamu CB/I [156], oiHAaKO OH MO3BOsET
TOJILKO KOCBEHHO CYJUTb O HaJU4YMM MyTalWii, Ipexsie BCero Aesernuit
B HCCJIeZlyeMOM T'eHe, HO He WeHTU(UIINPOBATH CaMy MyTaLHUIO.
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BMmecTe ¢ TeM COBpeMeHHas CUTyalls C MOJIEKYJISPHOM AMarHocTu-
koit JICT BBIIJISAAUT He TaK Y Oe3Hane)xHO. [T0sIBUBLIMECS B TIOC/EHIE
ro/ibl BBICOKOCKOPOCTHBIE MeTo/bl cekBeHUpoBaHuA (ureHus) JHK Ho-
Boro nokosneHus (New Generation Sequence) nMo3BoJIAIOT HaZleATHCA, YTO
npo6siema noncka reoB JJCT v uaeHTUPUKALIMU MyTalUi y)Ke IPUHIM-
IMaJILHO pellleHa. DTO J0Ka3blBaeT YCIeMHO 3aBepuieHHas B 2012 r. Mex-
nyHapojHas nporpamma «1000 renomoB» [272].

BecbMa mpuBiiekaTeNbHbIM Ui MoJeKymapHo# auarHoctuku [ICT,
ocobeHHO ¢ depeHIPOBaHHbIX (HACTEACTBEHHBIX) (OpM, SBIAETCS
IpsIMOE CeKBeHWPOBaHKe 3K30HOB — (pParMeHTOB reHOB, B KOTOPBIX 3all-
caHa MHGOPMAIHUS O CTPYKType KOHKpeTHOro Oenka. CyTh MeTOZia B TOM,
YTO CeKBeHUpYyeTcs («YUTaeTcs») He BeCb FeHOM (3,2 MJIp/ HYKJIEOTHUIOB),
a TOJIBKO ero cMbICIoBasi (6eIoK-KOAMpYolasi) YacTh BCeX TeHOB (BCEro
OKOJIO 8 MJIH [Iap HYKJIEOTU/IOB). DTO I03BOJISIeT B ONTUMAaIbHOM BapraHTe
OIlpe/ieJIUTh BCero 3a HeCKOJIbKO YaCcOB MyTallMK Cpa3y BO BCeX IeHax yeso-
Beka. MeTo7 ¢ ycrexoM pUMeHsIeTcs /1151 [TOMCKa HeM3BeCTHBIX I'eHOB pef-
KVX HacJleZICTBeHHbIX 3a6071eBanmii [385]. Ero cepbe3HbIM MPENMYIIeCTBOM
B OTJIMYMe OT MeTO/la IOJTHOTeHOMHOTO CKPUHUHTIA (CM. HUKe) SABJIAETCA
BO3MOXXHOCTb TOYHO! MIeHTU(UKALIY JIFOOBIX TUIIOB MyTalU#l y KQXKIOTO
6071bHOTO B OTAEIBHOCTHU. [TocIeiHee 06CTOATENTBCTBO C YYETOM BbIpaKeH-
HOT'0 KJIMHUYecKoro nonumopdusma [ICT mpezncraBnisieTcsi 0COOEHHO BaX-
HbIM. K coxaseHuio, CTOMMOCTb TaKOTO aHalM3a BCe ellle BeCbMa BeJrKa
Y OPUEHTHAPOBOYHO cocTasseT okos10 1000 nonnapos. OTpasHO OTMETUTS,
9TO MOZI0OHBIN aHAJIU3 YKe CTaJl IOCTYITHBIM U B Halleil ctpaHe. [Ipo6iema,
OJIHAKO, OCTAeTcs B TOM, KaK C/leJlaTh TeXHOJIOTHIO 3K30MHOTI'0 CeKBEHUPO-
BaHUS MacCOBOH, T. e. JOCTYMHOM [/ IIMPOKOTO Kpyra IejaTpoB.

ITouck reHos, acconurpoBanHbix ¢ JICT. HecomMHeHHBIN HHTEpecC
IpeZCTaBIIsAeT MOUCK SK30TeHHbIX M HACJE/ICTBEHHBIX (aKTOpOB, Ipej-
pacronararomux K passutuio JCT. YauTbiBass MylIbTU(aKTOPHYIO [IPH-
poay [ICT u 6obIoii BKJIa/, HeOIaronpUATHBIX BHEITHUX (GAaKTOPOB B UX
pa3BUTHe, B HAIIMX MCCJIEZIOBAHUSAX HAa OOJBIIOM KJIMHMYECKOM Mare-
puasie ObUT IPOBEZIEH MOJIEKY/ISIPHO-TeHeTUYeCKUil aHaIN3 KOPPeJALn
3a00JIeBaHMs C YaCTOTON (YHKIMOHAJIBHO HEONArONpUATHBIX ajUiellb-
HbIX BAPUAHTOB IeHOB CUCTeMbI IETOKCUKAL[MM U T'€HOB, OTBETCTBEHHBIX
3a TpoLecchl MOZIeTMPOBAHUA U PeMO/ieTMpPOBaHus KOCTHON TKaHU |30,
72]. C 3Toit 1ebI0 UCCeJOBAIM YACTOTHI ajijiesieil ¥ TeHOTUIIOB TeHOB
2-it ¢asel cucremsl fetokenkanyu (GST M1, GST T1, NAT2), IByX reHOB
pemozenupoBanusi KocTHO# TKaHu (VDR u COLIA1) ureHa — UHTUOUTO-
pa akTMBaTopa mia3MuHoreHa tuna I (PAII) B pa3HbIX Ipynnax 60IbHBIX
¢ ICT u y 310pOBBIX JieTell (MeTo]] «CcpaBHeHUs nap»). PesynbraTsl noj-
POGHO M37I0KeHB! BbIlIe U 33 HeOOMbmUM UcKiodeHueM (reH GST T1)
CBUETENIBCTBYIOT 06 OTCyTCTBUM 4eTKou acconuanuu JCT ¢ u3ydeHHbI-
MU reHaMHu.
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@epMeHTHI CUCTEMBI IETOKCUKALIMKM UTPAIOT PEIIAIONyl0 pojb B Hell-
TpaJIM3aLMH U BbIBEZIEHUU 13 OPraHu3Ma KCEHOOUOTHKOB U SIBJISIIOTCS BaXK-
HBIM €CTeCTBeHHbIM 6apbepoM /151 3aIUThI OpraHu3Ma OT JIefCTBUS Pa3HO-
00pa3HbIX BHeIHUX (pakTopoB. Besencrsue ecrectBeHHOro 1 mepBUYHOM
HyKJIeOTUIHOH cTpyKTypbl JJHK KaXkzblii 13 Mcciiel0BaHHBIX TeHOB MOKeT
HaXOUThCSI B AKTUBHOM WM QYHKIMOHAJIBLHO OCJIabJeHHOM BapuaH-
Te — <«HyJieBoM» (reHbl GST M1, GST T1) unu «MenjieHHOM»> (TeH NATZ2).
®DyHKIMOHAIBHO OC/abJIeHHbIe BADHAHThI TeHOB JIETOKCUKALMU 0COOEHHO
XapaKTepHbI /Il TeHoMa JIMLI, TTPeZipaciooKeHHbIX K pa3nuiHbiM M®3,
TaKUM KaK OpOHXMAJIbHAsl aCTMa, OHKOJIOTHYeCcK¥e 3a00ieBaHMs1, TPUBbIY-
Hasi HeBbIHAIIMBAEMOCTh OepeMeHHOCTH, TeCTO3 U MHOTHe Jipyrue [72].

Tersl COLIAI 1 VDR KOHTPOJIMPYIOT CJIOXKHBIE [TPOLIECCHI PeMOJIeNn-
pOBaHHUs KOCTH U KOCTeOOpa30BaHus, KOTOpbIe HA 75—85 % HaXOAATCS
10/l TeHeTUYeCcKUM KOHTpoJieM. OYHKIMOHANIBHO OCabJieHHble ajlyieNb-
Hble BapHUaHThI 3TUX I'€HOB, KaK YCTAHOBJIEHO BO MHOTMX HCC/Ie/J0OBaHUAX,
acCOIMMPOBAHbI CO CHUXKeHNeM MUHePaIbHOM IIJIOTHOCTA KOCTHOM TKaHU
(MIIKT), pe3ynbTaToM KOTOpPO#i MOXeT cTaTh pa3Butue O. TecTupoBaHue
ansesbHbIX BapMAHTOB 3TUX TFeHOB OTKpPbIBAeT MIMPOKKE BO3MOKHOCTU
st mpodunaktuky O, TaK Kak 1M03BoJiseT 3QPEeKTUBHO BBISBIATH JIHIL
C BBICOKMM PHUCKOM 3ab0JieBaHMs 3a70Jro /10 Havana cHwkeHus MITKT.
BhisiBIeHUe TeTepo- 1 TeM 6ojiee TOMO3UTOT MO NATOJOTMYeCKUM QYHK-
IIMOHAJILHO OC/Ta0JIeHHbIM aJIJIeNISIM 3THX TeHOB, Y KOTOPBIX BEPOSATHOCTh
O B 10—15 pa3 Bhbllle, YeM B NOMYJIALNY, TI03BOJISIET CBOEBPEMEHHO Ha-
4aThb JieueOHbIe ¥ MPOQUIAKTHYECKHEe MEPOTIPUATHS MO ero MpejoTBpa-
meHno. VIMEHHO y Takux Ul npopuiaaktiuky O HaZo HAYMHATH MaKCH-
MaJIbHO PaHO ¥ IPOBOJUTH OCOOEHHO MHTEHCHBHO [37].

B pesysibTaTe MpOBEEHHBIX UCC/IEZI0BAHUI OBIJIO YCTaHOBJIEHO, YTO
MIIKT y gereit ¢ ICT HMXe CpefIHeBO3PACTHBIX [TOKAa3aTesel KaK B I10-
SCHUYHOM OTZieJle I03BOHOYHUKA, TaK U BO BceM ckesere. OfHaKo ai-
JieJIbHble BapUaHThI MOJMMOpOU3Ma reHOB KosareHa I Tuma COLIAT
(rs 1800012) u perjerrropa k ButamuHy D VDR (rs 731236) He 0ka3bIBalOT
3ameTHoro BausHuA Ha cHrxeHre MIIKT y nereii ¢ [ICT. C maToreHesom
JCT Takxe He ObLIM aCCOIMMPOBAHBI TAKKE T€HbI CUCTEMBI JIETOKCUKALIN
KCeHOOMOTHKOB, Kak GST M1 («HyneBoii» reHoTui) U NAT2 («mensieH-
HbIfl» reHOTHI). BMecTe ¢ TeM Hy/eBOI TeHOTHUII 110 TeHy ZIeTOKCUKaLUU
GST T1, kaK HaMH yCTaHOBJIEHO, 0OHAPY)KMBAeT 0CTOBEPHYIO KOppeJisi-
uio ¢ JICT. M3BeCTHO, YTO BBICOKAsA 4aCTOTa «HYJIEBOIO» aJljieli 3TOro
reHa 3aperucTpypoBaHa y feTell ¢ OPOHXMANBHOW aCTMOW U APYTUMHU
aTOMMYeCKUMU 3a00J1eBaHUSAMU. YMECTHO TaKXKe OTMETHUTh BaXKHYIO POJIb
JaHHOTO (epMeHTa B YTHJIM3ALMU MPOAYKTOB CBOOOAHODPANMKATIBLHOTO
OKMCJIeHUs, B 3all[UTe OT OKCUJATUBHOTO CTpecca, ero y4acTue B peryJs-
1M 0OMeHa 31K03aHOUIOB (TOPMOHOB-MeMATOPOB, TIPOCTAT/IAaHANHOB),
TPOMOOKCAaHOB, MeTabOIUTOB aPaXUJOHOBO KMCJIOTHL
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Takum 06pa3om, 3a uckioyenuem resa GST T1, ipyrue uccieoBaH-
HbIe TeHbI He 00HapyXuH YyeTkux accorauuii ¢ ICT y neteit. [Ipobiema
reHetrku HenuddepenuupoBanubix popm JCT Tpebyer nanbHeiimero
u3ydeHus. B nocienHee BpeMs 61arozaps pemarolM ycrnexam MOJIeKy-
JIIPHO-TeHeTUYeCKUX TEeXHOJIOTUN IMOoABUJIACh peajibHas BO3MOKHOCThb
IS MacIITabHbIX MCCIe0BaHUI JAHHOI TPOOJIEMBI.

Crparterus noucka reioB — kanauaatoB JICT. Kak yxe ormeya-
JI0Ch, /ISl TIOUCKa MPUYMHHBIX reHoB JICT u ux mMyTanuii Haubosee nep-
CIIeKTUBHBIM Ha CerO/HAIIHUI /leHb [IPe/CTABIIAeTCS MeTO/, 3K30MHOI'0
CeKBEeHMPOBAHMS, 03BOJIAIOIINI OJHOMOMEHTHO CKaHMPOBATh Ha HaJM-
4ye MyTaLuii 6enoK-Koaupyromye nocuenoBarensHocty [THK (3K30MbI)
BCeX reHOB. MeToz mpezcTaBisieTcs 0COOGEHHO MepPCIeKTUBHBIM ISl MO-
VICKa MyTalWii B reHax Hacye/CTBeHHBIX (auddepeHINPOBaHHBIX) GopM
HapyLIeHUH COoeAVHUTeNbHON TKaHW, OJHAKO MOXKeT OKa3aTbCf I0Jie3-
HBIM U JJIA ToucKa reHos (Myrtauuii) npu JICT. Bonee yHuBepcaabHOH
17151 uAeHTUQUKAIMY TPUYMHHBIX (KaHIUATHBIX) TeHOB, T. €. TeHOB, ac-
colMupoBaHHBIX ¢ MD3, ABysA€TCA TeXHOJIOTUA IOJTHOTeHOMHOT0 aHaJH-
3a accormanuit (Genome Wide Association Studies — GWAS).

MeToz ABUJICA HAaCTOALIMM IPOPHIBOM B TeHETUYeCKUX HCCIe/|oBa-
HUAX M®3. OH 0cHOBaH Ha UCIIOJb30BAHUU NpOrpaMMbl «lannougHbIi
reHom» (HapMap) B coueTaHUU C TEXHUKON OMOYUIIOB BHICOKOTO paspe-
meHus1. B pesynbraTe BbINONHEHUsI MeXyHapoiHoro mpoekra HapMap
(International HapMap Consortium, 2003), mocyienoBasiiero cpasy Io
3aBepLIeHNH CeKBeHMPOBAHUA TeHOMa 4YesIoBeKa, 7 Hero ObLIM co3zia-
HbI KapThl TallJIOTUIIOB — YCTOMYMBBIX COUETaHUI MapKepHBIX OJJHOHYK-
JIeoTUHBIX osuMopdusmMoB (SNP) B ipeziesiax OIHOHUTEBOM (TaIION/-
Ho#) nocnenoBatenbHocTd JTHK [342]. IpyruM BaKHBIM TeXHUYECKUM
noctwkeHveM cranu [JTHK-O6uoYunbl BHICOKOW IIOTHOCTH, MO3BOJISIO-
II¥ie TeHOTUITMPOBATh COTHU Thicssd SNP-caiiToB B ogHOM 06pasiie JTHK.
B uTore Bech TeHOM 4YeJI0OBeKa OKa3aJiCs HACBIIIEHHbIM OTPOMHBIM 4HC-
soM nonuMopdHbx [THK-MapkepoB, Ha OCHOBaHMM KOTOPBIX MOXKHO
OTpezieNTh HAOOP U PaCIOJIOXKeHe B TeHOMe IeHOB, aCCOLMMPOBAHHBIX
¢ coorBercTByromuUM M®3. 3azaua moucka reHOB-KaHAUAATOB COCTO-
UT B HEOOXOAVMOCTU OINpeleNnTb, ¢ KakuM Habopom SNP-mapkepos
cuenseHo To unu uHoe M®3. [l oTBeTa Ha 3TOT BOIIPOC CPABHUBAIOT
YaCcTOThl aJIeJIbHBIX BAPUAHTOB TOMOJIOTMYHBIX SNP-cailToB y 60Jb-
HBIX COOTBeTCTBYIOIMNUM M®3 ¢ TakOBBIMU B KOHTPOJIbHOH Ipymie 370-
pOBbIX. ITOJTHOT€HOMHBIN CKPUHUHT acCOLMANUi MPOBOAUTCS Ha 6OJb-
IIUX KOTOPTax O0JBHBIX ¥ 3/[0POBLIX MHAMBUAYYMOB (60ee 1500—2000
JesioBeK B KaXk/0il rpymme). Takue GoJbInre Ipymiibl HEOOXOAUMBI ISt
HOJTy4eHUs BBICOKOZIOCTOBEPHBIX pe3ylbTaTOB IIPU CpPaBHEHUM 4YacCTOT
TOMOJIOTUYHBIX ajulesieil MexJy 3TUMM TpynnaMu. Bcero B Hacrosiee
Bpemsa MerozoM GWAS npoBezieHO CKaHMpOBaHWE acCOLMALMI CBBIIIE
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300 pasnuuHbix M®3. PesynbraThl 3TUX WUCCIEA0BAHUI CYMMUPOBAHbI
Ha caitre HanponanbHoro MHCTUTYTA 3710poBhs (CIIIA) — http://www.
genome.gov/GWAstudies/index.cfm?#1. JlTaHHBIe BKJIFOYAIOT pe3yIbTaThI
GWAS, nonyueHHBIe C IOCTOBEPHOCTBIO He HIKe p < 107 u cozeprkamue
He MeHee 100 000 SNP. OHu perynsipHO OOGHOBJSIOTCS MOCTIe MyOJIMKa-
1111 ouepesiHbIX pe3ynbTaToB [320]. Hauunad ¢ 2007 r., Korzia NosBUIach
nepBast pyHAaMeHTaIbHasA paboTa 110 TIOUCKY reHOB — KaHauziatoB M3
¢ nomo1eio Metoila GWAS, Ha Ty TeMy ony6IMKOBaHO cBbiie 350 c006-
I[eHWi, B KOTOPBIX 3aperucTpupoBaHo cuerieHre ¢ 1640 SNP, acconu-
upoBaHHBIX ¢ 89 M®3 [320, 335]. ITonHoreHOMHbII aHan3 M®3 cran
O4eHb MOMYJAPHBIM U B HAacTosIlee BpeMs SBJII€TCA OCHOBHBIM /7 110~
MCKa reHOB — KauzauzaToB M®3. K coxaneHuto, BCie/icTBIe OTCYTCTBUSA
penpesenTaTuBHbIX JIHK — 6aHKoB M®3 1 BBICOKOIT CTOMMOCTH METOZIA
3Ta PeBOJIIOIIMOHHAA TEXHOJIOTHSA MaJjio AOCTyNHa B Poccuu 1 Bo3MoXHa
TOJILKO Yepe3 COBMeCTHBIe TPOeKTHI € 3alaZiHbIMU HayYHBIMU IIeHTPaMU.

Jpyrum, He MeHee cepbe3HbIM MPENATCTBYEM Ha YT UCIOIb30BaHUA
IlaHHOTO MeToza /st uccenoBanus JICT siBsieTcs HeOOXOAUMOCTD pertpe-
3eHTaTUBHOM (He MeHee 500 4esIoBeK) BHIOOPKH KIMHUYECKU OIHOPOJHON
TPYIIbI ALMEHTOB C onpezeneHHbIM TUoM JICT. Y4uTeiBas CJI0XXHOCTA
0TOOpa ¥ «PaCIIbIBYATOCTb» KIMHIMYECKOTO IMarHo3a, 0COOeHHO NPy He-
muddepenuupoBanHbix Tunax JCT, GpopMUpOBaHHME TAaKWX IPYMIT TIPeJi-
CTaBJIAIET 3HAYMTENIbHbIE TPYAHOCTH. BMecTe ¢ TeM, pOpMUPOBAHIE TAKHX
TPYIII HA OCHOBaHUM Pa3pabOTAHHOTO AJTOPUTMA KJIMHUYECKOW KJIaCCH-
¢ukanum [30], ckopee Bcero, BIOJIHE ZOCTIKMMO M MX HCCIIeIOBaHUE Me-
TOZIOM NOJITHOTEHOMHOTO CKPUHKHTA acCOLMALINiA MOKeT JJaTh MHTepeCHbIe
Pe3yJIbTaThl B OTHOIIEHNH U/IeHTUQUKALNY TPUYUHHBIX reHoB JICT.

YMeCTHO OTMeTHUTb, YTO HeZlaBHO nyTeM ckaHuposanusa JTHK 60 000
NAlMEeHTOB C AWarHO3aMy MU30QpeHny, MaHUAKaJIbHO-ZePeCcCHBHOTO
TIICUX03a, ayTU3Ma, CUHAPOMA JepUIMTa BHUMAHUS ObUIM OOHAPYKeHbI
4 reHa, obuIMe AJ 3TUX YeThIpex 3a00sieBaHMUil, BaKHbIe IS TOHUMA-
HUS X TIaTOTeHe3a U [OMCKa HOBBIX myTell papmakorepanuu [335]. Her
COMHEHUS B TOM, YTO OOILIereHOMHBbII aHaJIM3 acCOLMALUiA, TPHMeHeH-
HBII B OTHOLIEHUM HECKOJIBKUX ThIcAY 60MbHBIX ¢ JCT ¢ MakCUMaJIbHO
CXOZIHBIM KJIMHUYEeCKUM (eHOTHUIIOM, TI03BOJIUT HOJIee TOYHO YCTAHOBUTh
reHbl, obuve i MHOrUX BapuaHToB [[CT.

Snurenernka ACT. AHanu3 06061eHHBIX pe3ynbraTtoB GWAS MHO-
rux M®3 cBuneTenbCTBYeT 0 TOM, YTO Kiaccudeckuilt GWAS paxe npu
VICTIOJIb30BAHUU OOJIBIIMX BBIOOPOK M YMIOB C OYeHb BBICOKOI IJIOT-
HOCTBIO MapKepHbIX SNP HezjoctaTodeH /i uieHTHGUKALUK BeeX dax-
TOpOB, ompenensomux pa3sutie M®3. OcHOBHble NPUYUHBI TAKOTO
HeCOOTBEeTCTBUs, [0 BCell BEpPOATHOCTH, KPOIOTCSA B OTCYTCTBUM JJaHHBIX
0 QYHKUUAX T€HOB, Y9acTBYIOMMX B pa3BuTunl M®3, dpakropoB perys-
LMY MX 9KCIIPECCHU U MeTabOIMYeCcKUX MyTsaX, paboTa KOTOPIX Hapymia-
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eTcsl IpU MyTalUAX IPUUYMHHBIX 'eHOB [39]. TeHOM — TO/IBKO IporpamMma
pasBurus. Ero peanuzanuus TpeGyeT HaIM4Us CTPOTO YIOPS/IOUEHHbIX pe-
TYIATOPHBIX B3aMMOOTHOILIIEHUH Mex/ly reHaMu U ux npoaykramu (PHK,
Oenku), GOPMHUPYIOIIMX MPOTEOM OpraHu3Ma (HabOp crernupuIecKux
6enKoB) U MeTab0JIOHOM (OCHOBHbIE MeTaOOIMYeCKHe IyTH 1 UX Peryisi-
1114 Ha Pa3HbIX YPOBHAX opranusanuu) [138].

W3BecTHa 60b11ast posib GaKTOPOB BHENHe#H cpefibl B passutun [[CT,
KOTOpbIE MOTYT CyIeCTBEHHO BJIMATH HA TSKECTb OCHOBHOTO 3aboJe-
BaHMA U TIPOBOLIMPOBATh Cepbe3Hble OCIOKHEHHU JPYrux opraHos [30,
112, 266]. Ocobblit UHTEpeC B 3TO CBSI3U MPEACTABIISAET KCCIe0BaHMe
0cobeHHOCTell QYHKIUK TeHOB, IPOAYKTHI KOTOPBIX BOBJIEYEHBI B MATO-
rede3 JICT, aHa/iIM3 UX MeXTeHHBbIX B3aMMOZENCTBUM, a Tak)Xe SIUreHe-
trdeckux gpaktopos. [TocyenHye, KaK N3BECTHO, BKIIOYAIOT METHIIMPOBA-
Hue THK, MomuduKaly rucTOHOBBIX OeKOB U 0COOBIE PerynsiTOpHbIe
mukpo-PHK, KoTopele, Hapsay ¢ $akTOpaMu TPaHCKPHUIILNH, SBJIAIOTCS
OCHOBHBIMM COCT@BJIAAIOIIMMU CJIOXHON CHACTeMBI KOOPAMHUPOBAaHHOM
perynsanuy QYHKIMY reHOMa B HopMe U narosorud [140]. B Hacrosmee
BpeMsi pa3pabOTaHbl CrielfajibHble MOJIEKY/ISIPHbIE TEXHOJIOTHHU, TI03BO-
JISTIOINMe N3y4YaTh QYHKLIMOHAJIBHOE COCTOSHIE IeHa IyTeM aHaln3a Ipo-
ZYKTOB €ro 3KCIIPecCuy U U3y4eHus MPOoLeccoB ero MeTUINPOBaHus, T. e.
BBIKJIIOYEHUs. Biarozapsa TakoMy NOAXOJY BO3MOKHBIMU ISl aHAJIU3a
CTaJIM TIePCOHAJIM3UPOBAHHbBIE AMTUTeHeTHYeCKre MPOUIM pa3HbIX TKa-
Hell ¥ Ha pa3HBIX CTaAUSIX OHTOTeHe3a yeyoBeka [315].

Takum 06pa3om, uaeHTHUKALMA MTPUIMHHBLIX reHoB JICT, aHaIN3 1X
9KCIIPECCUH, BBISICHEHE BOBJIEYEHHBIX B 3a00JieBaHHe MeTabOIMIeCcKUuX
nyTeld, reH-TeHHbIX (MUCTaTUYeCKUX) B3aUMOJIECTBHI B GOPMHUPOBA-
HWY TIaTOJIOTMYecKOro (eHOTHIIA, a TAKXKe SMUTeHeTHIECKON Peryssiium
reHOMa C Y9eTOM ZeicTBUs GaKTOPOB BHEIIHel cpe/ibl — MaruCTpajibHble
HaIpaBJIeHus], TI0 KOTOPBIM OYZyT pa3BUBAThCs UCCIIE0BAHMUS 110 M3yde-
HUIO MOJIEKYJISIPHO-TeHeT4ecKuX MexaHu3moB JICT.

Hrtoru. PacimdpoBka reHoMa 4enoBeKa, HOBble MOJIEKYISIPHO-Te-
HeTHUYeCKHe TEXHOJIOTUH CTIOCOOCTBYIOT OBICTPOMY BHEAPEHHUIO TeHETUKU
B NPAaKTAYeCKyI0 MeJULMHY, BOSHUKHOBEHUIO HOBBIX HAay4YHBIX HaIpaB-
JIeHN!, OCHOBAHHBIX Ha YHUKAJIbHOCTU FeHOMA KaXK/I0T'0 4eJI0BeKa U BO3-
MO>KHOCTH €ro JIeTaJIbHOrO aHau3a, BKkitodas JJHK-cekBeHnpoBaHue, Ha
mobo¥ cTafiuK OHTOreHe3a, axe elle 10 poxkaeHuss. Oco6eHHO OBICTPO
IIporpeccupyeT HoBoe Hay4Hoe HanpasieHue — I1ITIIM, nesab KOTOpon —
axTvBHas npodrnakruka M®O3 [34, 37, 38, 72]. Bnarojapsi HayYHO-TeX-
HUYEeCKOI PeBOJIIOIMY B TeHEeTHKe JJOCTUTHYTHI cepbe3Hble YCIeXH B 06-
JIACTU IMarHOCTHKH, TPOPUIAKTUKY U JIeYeHUS] MHOTMX MOHOTeHHBIX
3abosneBanuii. [IIUpOKUM QPOHTOM BezleTCsl HACTYIUIEHHE U Ha MYJIbTH-
(baKTOpPHYIO MATOJIOTHIO, B TOM YKCJIe Ha 3a60s1eBaHus, cBsizaHHble ¢ [[CT.
HeiictBuTenbHO, A1 MHOTUX JICT ¢ 4eTKO O4epuyeHHBbIM KIMHUYeCKUM
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($eHOTHITIOM yiKe YCTaHOBJIEHbI He TOJIbKO IPUYMHHBIE TeHbI, HO U UIeHTH-
GULMPOBAHBI COTHU MYTAlWi, JIEKAIMX B OCHOBE TMEPBUYHOTrO MATOJIO-
rudeckoro agdekra [123], mpensioxeHbl HOBbIE TEPCIEKTUBHBIE METObI
MOJIEKYJIIPHON IMarHOCTUKU (HallprMep, TeCT Ha MOTeplo reTepo3uroT-
HocTH) [156]. C yueToM BIeyaTJIAIOLIMX YCIEeXOB CeKBeHUPOBAaHUSA Tre-
HOMa HauboJiee MePCIeKTUBHBIM Ha CETOAHSNIHMIA IeHb PeZCTaBIseTCs
METOJI TIPSIMOTO CeKBEHMPOBAaHUsA 3K30MOB (OesoK-Koaupyomux ¢par-
MEHTOB IIPUYMHHBIX T€HOB), TO3BOJISIOIIHI YIaBIUBATh JIFOObIe MyTaL[U
JHK [72]. Ins noucka reHOB — KaHAUAATOB HenuddepeHIPOBAHHBIX
JCT 6e3 yeTkoro GpeHOTHIIA ¥ TUIIA HACIeIOBAaHUS — Hanbosiee a/jeKBaT-
HbIM TpezicTaBisieTcs Metoq GWAS [320, 335]. CoXHOCTb ero MCIOoJb-
3oBanus A JCT 3akioyaeTcss B OTCYTCTBUM YeTKUX (HEHOTHUNUIECKUX
KpUTepHeB MpU 0TOOpe GOJNBIIMX TPyNI O0MbHBIX ¢ opHOTUNHON [[CT.
[TpesioXxeHHbIe B OCTIeJHUE BPeMsI KpUTEPHUHU KJTacCUPUKaIUK U 0TOOpa
JCT [30] MoryT B M3BeCTHOI Mepe IIOMOYb pellleHH 0 3TOM CJI0XHOM 3a-
nayu. BecbMa nepcreKTUBHBIMY, KaK IOKa3bIBAIOT [TePBbIe OTBIThI, MOTYT
CTaTh U UCCJIEJOBAHUS MO OMCKY FeHOB-MOAN(DUKATOPOB, BIMSIOIINX Ha
qacToTy U TsxecTb JICT. Be3ycioBHOro BHUMaHUA 3aCIyXUBAIOT UCCTIe-
moBaHus snureHetndeckux ¢axTopoB ICT, BKIIOYAIOMIX MeXXIeHHbIE
B3aMMOJIEHICTBUSA, SMUTeHeTHYeCKyI0 perysnuio QyHKIuM reHoMa (Me-
tunupoBanue JTHK, mukpo-PHK), a Takxe mpoBOLMPYHIOIMX Hebaro-
IPUATHBIX BHEITHNX (GaKTOPOB.

Takum 06pa3oM, Kak U B ciydae ¢ apyrumu M®P3, ocHoBHas nHOp-
Malusi 0 MOJIeKyJISIPHBIX OCHOBax maroreHe3a [ICT Oyzer mojydeHa npu
UCCNIeJOBAaHUM JIAHHOW MaTOJIOTWU C TO3UIMK CUCTEMHOH TIeHeTHKH,
BKJTIOYAIOIIEH He TOJNBKO MAEHTUPUKAINIO, HO ¥ MCYepIIbIBAIOIMI aHa-
JIU3 CTPYKTYPHI MPUYMHHBIX T€HOB, U X QYHKUUM HA Pa3HBIX YPOBHIX
peanu3anyy reHeTHIecKoi HPOPMALHH.



3akAluyeHue

ITpo6neme ICT B mocyefHue eCATHIETHS TIOCBSAIIEHO MHOTO paboT,
BBINOJIHEHHBIX I€HETUKAaMU U KJIVHULUCTAMU Pa3JInYHbIX CIeNUaTbHOC-
Tel, B TOM YHCJIe U NleAaTpaMi. AKTYaJIbHOCTb IPO0JIeMBbl CBSI3aHa Ipe-
XJie BCero:

1) c BBICOKOI1 YacTOTO! OOpalleHus K Bpady fieTeil ¢ HapyleHUsAMU
CO CTOPOHBI QYHKLUH pa3nuYHbIX OPTaHOB U CHCTeM Ha (OHe BHEIIHWX
¥ BHYTPEHHUX (BHUCLepanbHbIX) PpeHoTHINIecKUX pu3HaKkoB [ICT;

2) c HebnaronpuATHEIM BiusiHueM JICT Ha Te4eHHe COMYTCTBYIOIIMX
BTOPUYHBIX XPOHUYECKUX 3200JIeBaHUI.

CT — yHUKaJbHBII CyOCTpaT, KOTOPBIHA B CUIy CBOEH Be3[eCYIIHOCTH
¥ NONMMYHKIIMOHANBHOCTH HHTEIPUPYET BCe MPOLIeCChl B OPraHM3Me Kak
B HOpMe, Tak U 1pu JICT, OZHOBpEMEHHO ABJAACh 0OBEKTOM PeryysLuu
Ha OPTaHHO-TKaHEBOM U HEPOIH/IOKPUHHOM YPOBHAX. MIMes oO1mye re-
HeTH4YecKre KOpPHU (Me3eHXUMY), kjaeTku pbixioil CT, cocynos, KpoBy,
VX TIPOAYKTHI 00eCIeYrBaOT PETYISANUI0 POCTa, MPorudepanuyl, aHTHO-
reHe3a, MeTaboM3Ma, MEXaHU3MOB IeMOCTa3a, BOCMANEHNs, UHAYKIUIO
Y KOHTPOJIb UMMYHHOT'O OTBeTa.

CT — epuHas cucreMa, GyHKIIMOHUPYIOLAs KaK LieJioe, HECMOTPS Ha
opraHHble ocobeHHOCTH, T. e. JICT 6cezda cucmemnoe cocmoanue C pas-
HOH CTeleHbI0 BbIpakeHHOCTH. TOT QakT, 4TO Aa)ke IPU MOHOI'€HHBIX
HHCT (cunapomax Mapdana, Dnepca — JJaHyIO ¥ /Ip.) TOBBIIIEHA Yac-
TOTA IMMYHOIIAaTOJIOTUYECKIX PACCTPONCTB, TPOMOO-, reMOpparn4ecKux
OCJIOKHEeHUH, HapyleHnii GpyHKIMI pasIuYHbIX OPraHOB, MOATBEPIKAA-
I0T 3TO ToJoeHre. YTo kacaercs HenuddepeHIVPOBAHHBIX BAPHAHTOB
ACT, aBnsmomuxcs MylIbTU(PAaKTOPHBIMK, TO TPU HUX ONHUCAHBI QYHK-
LJMOHAJIbHBIE PACCTPOMICTBA CO CTOPOHBI IPAKTUYECKU BCEX OPraHOB, Ha
¢doHe KOTOPBIX GOPMUPYIOTCS BTOPHYHBbIE XPOHUYECKHE 3a00JIeBaHUS
PasMYHBIX OPraHOB W CHACTEM, IPOTEKAIoIINe, KaK IIPaBUIIo, TsKelee,
4eM y neteil 6e3 [ICT. Hazeemcs, 9TO U3JI0KEHHOE BBINIE YOeIUTETbHO
ZOKa3bIBAeT 3TO.

MoHorensble guddepennupoBanHble BapuanTel [JICT, cocraBis-
IOIYie He3HAYMTEbHYI0 4acTh OOJbHBIX, KIACCUPUKALUSA U aITOPUTM
JMaTHOCTUKU KOTOPBIX JIOBOJBLHO TOAPOOHO M3JIOKEHbI B PpaboTax
T. U. Kagypunoit u B. H. TopbyHosoii [123], D. B. 3emuosckoro [111,
112] u poccuiickux pekoMeHzauusx [182, 183], bakTudecku He IBISAIOT-
cs Ipe;MeToM AucKyccud. [Ipo6iemMy il KIMHUIMCTOB MPeZCTaBIISIOT
HOJIUreHHO- U MyJbTHdakTopHble popmel ICT. Ilpexne Bcero, HeT Of-
HO3HAQYHOTO NOHMMaHKUA camoro TepmuHa JICT 1 efuHOM CXeMBI UX AT~
HOCTUKU. YTO KacaeTcsa TePMUHOJIOTUU, TO MBI pasziesisieM TOUKY 3peHUs
[123, 183] o Tom, uro ICT — He CMHAPOM U He HO30J0rM4YecKas popma
3a0071eBaHus, @ MATOJIOTNYeCKOe COCTOSHYE, Ha pOHe KOTOPOTo MPOsIBIIA-
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10TCS QYHKIMOHAbHBIE PACCTPONCTBA MHOTUX OPTAaHOB U CHCTEM, UMEIO-
e B 0cHOBe natosioruto CT My/nbTU()AKTOPHON IPUPO/BI U BIUAIOLIVE
Ha TPOTPe/IeHTHOE TeYeHNe BTOPUYHBIX, XPOHIMYeCKUX (MH(EKINOHHO-
BOCIAJIUTEIbHBIX 1 MIMMYHOIIATOJIOTMYECKHX) 3a00JIeBaHUN Pa3IMIHbIX
OpraHoB.

BesycioBHO, He06X0/MMa COT/IaCOBAaHHAS OLIEHKA HaJIM4¥s U OTIpeie-
nenus crerenu Tsokecty JICT. Hamu pa3paboTaHbl ¥ OMMCAHbI IPUHITAIIBL
CKpMHMHTOBOM U lasibHeHIel yrounsatomeit suarnoctuku [ICT (mozapasz.
2.2—-2.9) [30].

MbI 0co3HaeM, YTO HeOGXOAMMO MPOBe/ieHNe MaCIITaOHbIX KIWHU-
YeCKUX MCC/IeJOBAHUN C 11eJIbI0 BBISIBIEHUS KOPPEISIUOHHBIX CBs3eil
MeX[ly BHEITHUMH, BHYTPEHHUMH QpeHOTUnrdecKuMu npusHakamu JCT
¥ QYHKIMOHAIBbHBIMU HAPYIIEHUSIMU CO CTOPOHBI BCEX OPraHOB U CHCTEM,
B TOM YKCJIe UMMYHHOIA ¥ TéeMOCTa3a. DTO MOTJIO ObI MOCIY)XUTh OCHOBOM
nist moctpoenusi knaccudukanuu ICT ¢ yueToM cocTosHUSA BceX QyHK-
LM, OCYIeCTBIISIEMBIX COEIHUTEILHOM TKAaHbIO, 8 TAK)Ke MTO3BOJIUIIO ObI
IPOTHO3MPOBATh HAPYIIEHHUS CO CTOPOHBI BHYTPEHHUX OPraHOB, OpHeH-
THPYACh Ha BHEeNIHVEe GeHOTUINYEeCKUe TPU3HAKL.

Ha cerogHsINIHMI ZIeHb He 10 KOHITA SICHO: KAKOBO MaTOTeHeTHYecKoe
3Hauenue JICT B pa3BUTHM acCOIMUPOBAHHBIX C Hell XPOHUYECKUX 3200-
JleBaHWi (ayTOMMMYHHBIX U a/ljlepruueckux, 0)KMpeHus, aTepocKieposa,
aprepuanbHOil runeprensuu, UBC, penuguBUpPYIOMMX OOCTPYKTHUBHBIX
3aboeBaHuii Jerkux, HedpomaTuii, caxapHOro auabera, OCTEOTEHU
¥ 1Ip.), 37I0Ka4eCcTBEeHHbIX HOBOOOpa30BaHMii? Ha 3TOT BOPOC MOTYT 1aTh
OTBET COBMECTHbBIE WCCJIeJOBAHUS MeAUaTPOB M KIMHUIMCTOB, paboTa-
IONMX CO B3POCIBIMM ManveHTamMu. Kakue BHelrHue (eHOTHIUYECKUEe
TPU3HAKY IUCIIIa3UK COeUMHUTEIbHOM TKaHU HETOCPeICTBEHHO BJIUSIOT
Ha KauecTBO KMU3HHU, a KaKue SABJAIOTCA JUIIb CBUZETENIAMU HapylleHni
MopdoreHe3a? 751 0TBeTa Ha 3TOT HEPOCTOM BONPOC TPeOyITCsi 0606-
maoiye paboThl, BHITIOJHEHHbIE TI0 eAWHON METO/IMKE B Pa3HBIX KOJIIEK-
TUBAX.

Llenecoo6pa3HO 0OCYAUTH 00513aT€NBHOCTb PErMCTPAL OCHOBHBIX
BHeIHUX npusHakoB JICT mpu mepBUYHOM OCMOTpe TefIMaTPOM JieTeit
IIKOJIHOTO BO3pacTa, 00y4aTh 3TOMY CTYZIEHTOB BY30B M IPU HATUYUU
JIaHHBIX MPU3HAKOB CJIeZIOBaThb aJrOPUTMY OOCJIe[OBAaHUS BHYTPEHHUX
opraHo y zneteii ¢ JICT (HampuMep, npeajaraeMomy Hamu). Mbl yoexze-
HBI, YTO 3TO HeoOx0aAMUMO, 160 JICT — daKTop prcKa 3aTHKHOTO, TIporpe-
ZIMEHTHOTO TeYeHWs COMyTCTBYIoIero 3aboneBanusi, cama JICT — aHoMa-
TS KOHCTUTYLIH.

[Ipy MepBUYHON AUArHOCTHKE XPOHMYECKOTO 3a00JIeBaHUS Y KIIMHU-
I1CTa BCerza BCTaeT BONPOC, KaK €ro JIEYUTh: 0 IpUHIUIY down — up (0T
GoJiee «JIETKUX» CXeM MeJIUKaMeHTO3HOI Tepalu, C TOCTeIIeHHBIM <yTsi-
)KeJleHreM» TI0 Mepe TPorpeccpoBaHus 60Je3H1) uiu up — down (C Uc-
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T0JIb30BaHNeM HauboJsiee aKTUBHBIX CXeM MeJMKaMeHTO3HOW Tepaluy,
HO 00J1a/JaI0IINX, K COXXaJIeHHIO, ¥ 6OIbIIMMY T0O0YHBIMU ddderTamMu).
Hanpumep, npu 6a3ucHO# Tepanun BA HaYMHATbh C KDOMOHOB WJIM HH-
rajAMOHHBIX CTePOUAOB? AHAJIOTMYHBI U BOIPOCHI IIPY JIEYCHUU apTe-
pUaabHON runepreHsuy. KoHe4Ho, cpey apryMeHTOB B I0JIb3y Pa3HbIX
BapUaHTOB TePaIy JODKHO pacCMaTpyUBaTh Hanudue, TskecTs JACT npu
00s13aTeJIbHOM ydyeTe XapakTepa IOJMOPTraHHbIX HAapyLIeHU! y peGeHKa.
BesycnoBHO, He06x0a1MO U jtedeHue camout [ICT.

Her comnenusa, 4yro HactynuBmui XXI BeK — BeK TIeHETHUKHU.
CHMBOJIMYHO, YTO €ro HavyaJso COBNaJIO ¢ pacmudpoBKoii reHOMa YesioBe-
Ka. OZTHMM U3 IJIaBHBIX UTOTOB 3TOT'0 BEJIMKOTO COOBITHSA OBUIO [OSIBIIEHUE
1 OBICTPOE Pa3BUTHE MOJIEKYJIAPHOM MeaUIMHBL. Pa3paboTaHbl TOYHBIE
1 9QeKTUBHbIE METO/IbI IUAarHOCTUKY HAaCJIe/ICTBEHHBIX O0JIe3Held, B TOM
quciie U o pokAeHus (TpeHaTalbHas JUAarHOCTHKA), IPeJJI0XeHbl MO-
JIeKy/ApHbIe MOAXO/bI K aOCOTIOTHO TOYHON MAeHTUPUKALINY JTNIHOCTH
(reHOMHasl JAaKTUJIOCKONUS), OBICTPO HAOMPAIOT CUJIBI TaKKe MHOr000e-
IalolIye HalpaBJieHns, KaK FeHHas U KJIeTOYHas Tepanus, NpeAuKTUB-
Has (TIpeZcKasaTesbHas) MeJULMHA.

VHauBUAyanbHBI XapakTep M NpoduiakTHyeckas HalpaBJieH-
HOCTb — JIBe XapaKTepHble OCOOEHHOCTU IPEeAUKTHBHON MeNULMHBI,
KOHLIENTYaJIbHYI0O OCHOBY KOTODPOW COCTaBJIIeT BIIEPBLIE IPeJIOXKeHHas
B 1997 r. B CankT-IleTepOypre unesi co34aHusl <T€HETUYECKOTO TacIop-
Ta» — WHAWBUAYanbHOH 6a3bl [THK-maHHBIX, conepxaieil MHPopMa-
M0 00 YHUKAJIbHBIX OCOOEHHOCTSIX 'eHOMa KaXK/I0TO 4YeJioBeKa, B TOM
4yCIle U IPeZipacloNoXeHHOCTb K PARY My/lTbTH(aKTOPHBIX 3a0071eBaHui
(M®3). K uHTepnpeTani pe3yJbTaTOB IeHETHYECKOTO TeCTUPOBAHUA
HaCJIe[ICTBeHHON MpeapacnonoxeHHocTd K M®P3 ciesyeT OTHOCUTBCA
O4YeHb OCTOPOXKHO. I'eHeTYeCcKoe TeCTUPOBaHKe [aeT JIMLb OPUEHTUPO-
BOYHBIE Pe3yJIbTaThbl. YUUTBIBASA CJIOXKHOCTb aToreHneza M®3, Heonpeze-
JIeHHOCTb T1ePBUYHOTO 3BeHa MAaTOJIOTMYECKOro Ipoliecca, 6oyee 06bex-
THBHAsA MHPOPMAIMA MOXKeT OBITh MOJy4eHa IPU TeCTHPOBAHUH I'€HOB,
KOHTPOJIMPYIOIMX JIMIIb KaKOH-TO OAMH MeTaboJIMuecKuii Ipoliecc, T. e.
OTHOCALIMXCA K OZHOW reHHOW ceTH. IToKa Bce CyIlecTByIOIINe eHeTH-
geckre TecTbl M®D3 He MMeIOT /J0Ka3aTeNbHOI 6a3bl, OHAKO OLEHUTD
IPUTOJHOCTD YK€ CYIIeCTBYIOIIMX MeHeTUYeCKUX TeCTOB JIs IalieHTOB
Y Bpaveil MOXKHO TOJIbKO B YCJIOBUAX KIMHUYECKUX UCIBITAHUH, YTO AB-
JIeTCS BaKHOH 3a/layell COBpeMeHHOU MeIULIHBL.

C TOYKM 3peHUs TeOPUU CUCTEM U CUCTEMHOIO aHaJIn3a, IIePCIeKTUB-
HOU 3a/ja4eil HayYHbIX PaOOTHUKOB (TeHeTUKOB, OMOXMMHUKOB, ITaTODH-
3MOJIOTOB COBMECTHO C KJIMHUIUCTAMHU) MOXET ObITh M3y4eHHe IeHHbIX
ceTeil, peryIupyomux Meraboandeckue npouecchl B CT pa3auyHbIX Op-
raHoB. OfiHaKo Ha QOHe CJI0XKHBIX, HeIOCTATOYHO U3y4eHHbIX reHeThdec-
KUX acriekToB JICT BbIABJIEHHUE OT/IeIbHBIX HeOIaroNpUATHBIX aJUIeIbHBIX
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BapPUAHTOB TeHOB Ha JJAHHBII MOMEHT He OIpeiefIsieT TeparneBTUYecKyo
TaKTUKY ¥ He pellaeT IpobeMsl Npe/icKa3aTebHOI MeJUIMHEL. Pedb He
uzeT 06 OT/ieIbHBIX TeHaxX WM UX BapHalUsAX (aJuleNsx), Ho, cKopee, 00
YCTOWYMBBIX COYETAHUSX T'€HOB, TeHHBIX CeTSAX, OOIIMX /Il Pa3HBIX TH-
noB JICT, TecTUpOBaHHEe KOTOPBIX €llle B ZOCHMMIITOMATUYECKUI TIEPUOT
¢ 60JIBIIOI BEPOSITHOCTBIO OyZieT yKa3bIBaTh Ha BO3MOXHOCTD 3a00JieBa-
HusA. Ec/ii Takve KOHCTe ALY reHoB — KaHauaatoB JICT — GyayT BbI-
IBJIEHB], UX TeCTUPOBaHMe, 6e3yCcI0BHO, OyaeT MMeTb IPOTHOCTUYECKOE,
a clefloBaTeIbHO, MeJIMIIMHCKOe 3HaueHue.

ITepBsIii BapuaHT 0011eii Teopyy crcteM B 50— 60-X IT. IPOILIOTO BeKa
OBbLT BBIIBUHYT aBCTPHiicKUM OuosoroM Jlronsurom ¢on Bepramandu
(L. Bertalanffy). Ero ocHOBHas uziesi COCTOMT B TIPU3HAHUU H30MOP-
¢du3Ma 3aKOHOB, YIPABJIAMUX QYHKIIMOHMPOBAHUEM CHCTEMHBIX 00b-
eKTOB. M30Moppu3M (Tped. isos — pPaBHBIi, OJMHAKOBBIA, MOJOOHbII;
rpeu. morphe — Buj, GopMa) — CBONUCTBO OMIHAKOBOCTH, T. €. HAJIMUUSA
00IIMX 3aKOHOMePHOCTel PY B3aMMO/IeMCTBUY GOJIBIIOTO, HO He 6ecKo-
HEYHOTO 4ucyia GU3NYECKUX, OUONOTHYECKUX U COLMANbHBIX 00'beKTOB.
JI. Beprananpu Takxe BBeJ MOHATHE U MCCIENOBAN «OTKPBITHIE CHCTe-
MbI» — CHCTEMbI, IOCTOSIHHO 0OMeHMBAIOIINeCs BellleCTBOM U SHepruei
C BHellIHell cpezioit. YesloBeK, Kak U Bce )KUBOE, ABJIAETCS OTKPBITOM cucTe-
Moii. Teopus CHCTeM U CUCTeMHBII aHaJIM3 HanboJiee M0JIe3HbI 0Ka3aIiCh
B BOEHHOM /leJle, TeXHUKe (MHXeHepUU U Ip.), MeHe[PKMeHTe, a B MeJlu-
IIMHEe MPAKTUYeCKH VCIOJIb30BaHbI B TEOPUM QYHKIMOHATBHBIX CHCTEM
ITerpa Ky3bmuya AHOoxuHA. OZHAKO CJIOXKHAsA CUCTeMa, KaKoH ABIAeTCS
OpraHu3M YesloBeKa, — CJIOKHO Mpesicka3yeMa U paBuibHee — Helpes-
ckazyema. OZIHUM W3 TPHUHIUIIOB TEOPUU CHUCTEM SIBJISETCS <IIPUHIHIT
1eJi», MO/Ipa3yMeBalolIuii, 4TO 1IeJb JOCTIKUMA U u3MepumMa. OZHAKO
BCe JKMBOe MIMeeT CBOe Hayajio ¥ KOHell, ¥, BCIOMUHAs ApKoe Ha3BaHUe
¢unpma Kummroda 3anycen «Ku3Hb Kak cMepTesibHas 00Je3Hb, Hepe-
JAIOIIAsICS TIOJIOBBIM MyTeMs, MbI JOJDKHBI TIPU3HATh:

IIpux00 naw u yxod 3a2ad0zHbl, UX yeau
Bce mydpeuypl 3eMau 0CMbICUMD HEe CYMETU.
Ide kpyea amozo Hazano, 20e KoHey,
Omxyda mwl npuwnu, kyda yiidem omcene.

(Omap Xatiisam, nepesoy O. Pymepa)

Ortser Ha nocrasieHHble O. XaliIMOM BOIIPOCHI JjaeT JIUIIb PeUurus
(Bepa), a 3HAUMT, ITU BOIIPOCHI He NOJJIe)XaT HAyYHOMY aHalIu3y (aHaniu3y
YeJIOBEKOM).

«ITonnepxanue MOCTOSTHCTBA BHYTPeHHEH cpenbl (romeocTas) — yc-
JioBUe cBoboaHOM xu3Hu» (Knon BepHap). TomeocTas opranusma moj-
Tlep>KUBaeTCs Ha Pa3HbIX YPOBHAX: TeHOMHOM, KJIETOYHOM, OPTaHHOM,
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(GYHKIMOHAIBHBIX CHCTEM, OPTaHM3MEHHOM, HaZlopraHu3MeHHOM (II0-
OyJIsAUUs — ceMbsl, TocymapctBo; Bor, a i arencroB — «Hoocdepay,
«HPaBCTBEHHBIN 3aKOH», «eWHOe MHPOPMAIMOHHOE 10Jie BeeneHHOI»).
Vi3oMopdur3M 3aKOHOB, YIPABJISAIOMINX Ha BCEX 3TUX Pa3HBIX YPOBHSX r0-
MeocTa3a, Ha Halll B3I/, MajopeanbHas U HUYeM He NO/TBepK/ieHHas
TUIIOTe3a.

OTnesbHBIN aceKT MeJULUHLI cPOPMYIMPOBAH OJJHUM M3 HAC B aK-
TOBOI#1 peun «J[eTCTBO, HAYMHAs C BHYTPUYTPOOHOTO, — PpyHIAaMeHT pop-
MHpPOBaHHUsI 3ZI0POBbSI M XPOHUYECKUX 3a00JIeBaHMil YesloBeKa», Mpo-
YUTAaHHOU B JieHb 211-# rofoBIKHBI BOeHHO-MeJUIIMHCKOY aKafieMUu
uM. C. M. Kuposa B 2009 1. [255]. O4eBUAHOCTb YKa3aHHOTO MOJIOXe-
HUA He BbI3bIBaeT COMHEHMI, U JlaXke B TEOPUU CHCTEM eCTb <IIPUHIIUI
ucropusma». Bblllle y)e roBOPUJTIOCH O CBSI3W OCTEONOPO3a B3POCHBIX
C COCTOSIHMEM KOCTHOM TKaHU Y NOZAPOCTKOB. YCTaHOBJIEHA TeCHas CBA3b
Mexay HapymeHusmu CT, BbISBJIEHHBIMU NPH KaTaMHECTUYECKOM 00-
cJleloBaHUM JleTeil B Bo3pacTe 8—11 JieT, U TSXKeCTbIO TeueHUs 60ye3HU
B HeOHaTaJbHOM Ilepuozie. Y 97,5 % peTeil, epeHecIuX THKeNyIo Ie-
PUHATAJIbHYIO MATOJIOTHIO, UMeNNCh (peHOTUIINIecK e MPU3HAKK JHCII-
na3uu CT. Ha 0OCHOBaHWHM OLIEHKU CTeTeHU TshKecTH HepuddepeHnpo-
BaHHO# JICT mo merony T. MUnkoBckoi-JIMMUTPOBOM B MOAUUKALIUH
JI. H. A6akymoBoii [1, 122] y 69,7 % Oblia IMarHOCTUPOBAHA YMepeHHAs
WY BbIpa)kKeHHas CTeleHb TshKecTd. [Ipu 3TOM y feTell, pOXKZEeHHBIX Ha
cpoke recrauuu 30—31 Hex., oHa cocTaBisaa 85,7 %, a y IepeHecInx
HeoHaTaJbHBIA cerncuc — 90 %. BrlgBieHa TeCHast KOPPeJIALUA MeXAy
crenenbio TsoKkecTd JICT M 9aCTOTON XPOHMYECKMX 3a00JIeBaHUI TMOCIIe
OKOHYaHMA Tepuojia HOBOPOXAEHHOCTH gereil [153—155]. Ilostomy
IeTH, POJVBILKECS C 3a/IepXKKOil BHYTpUyTpoOHOro pasutusi (3BYP),
HeJIOHOIIeHHble, UMelollre TIOPOKY Pa3BUTHA BHYTPEHHUX OpPraHoOB, Ie-
peHeciive pa3nudHble GOPMBI TSKEIOW HEOHATAaIbHOW MAaTOJIOTHHY, Tpe-
OyIOT, 110 HalleMy MHEHHIO, 0COO0T0 BHUMaHHUsI CO CTOPOHBI Pa3IMIHBIX
CIe[[AJIMCTOB Ha IPeZIMeT BBISBJIEHUS B IIOCIeyIoIeM GeHOTHITIYeCKIX
npu3HakoB JCT u pyHKIMOHANBHBIX HAPYLIEHNI Pa3IMIHbIX OPraHOB.

CoBepIIeHCTBOBaHME TeXHUKYU U TAKTUKY MeUILIMHCKON TOMOIIU HO-
BOPO>ZIEHHBIM BO BTOPO¥ I10JI0OBUHE XX B. IIPUBEJIO He TOJIBKO K Pe3KOMY
CHWDKEHMIO HeOHaTaJIbHOM CMePTHOCTH BO BCeX CTpPaHAaX MUpa, HO U K I10-
SIBJICHUIO <HOBBIX 0OOJIe3Heii» HOBOPOXKIEHHbBIX, HEe BCTPEYaBIIMXCS pa-
Hee: OPOHXOJIErOYHOI ANCIIA3UH, PETUHONATHY HeIOHONIEHHBIX, HEKPO-
TU3UPYIOLEro SHTePOKOJIUTA. PeTHHONATHA HeJOHOIIEeHHbIX MPUBOJUT
K pOPMHUPOBAHUIO CIIENOTHI, GPOHXOJIErOYHasI IUCIIA3Us — K OSBJIEHUIO
XPOHUYECKO# 0OCTPYKTUBHOUN Oo0Jie3HU jierkux. COBpeMeHHbIe TaKTHKU
BeJleHHs1 HOBOPOXK/IeHHBIX U aKTUBHOTO MX JiedeHUS Pe3KO CHIXAIOT Be-
POSITHOCTB TaKUX MCX0/10B. OZIHAKO TP 3TOM TPeOyeTcsi M TOPMOHAIbHAS
Tepanusi (MpU OPOHXOJIETOYHON MCIUIA3MM MHTAISIIIUOHHBIE KOPTUKO-
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CTepOMZbI B Te4eHHe NPAKTUIeCKU rozia 1 6onee). Kak TyT He BCIOMHUTD
nosioxenue CraHuciasa SkoBneBnda J[onenKoro o ToM, 4To ¢pubpo3Hbie
Y CKJIEPOTHYECKHE ITPOLeCChl B IePUHATAJIbHBIN IIePUOJ U IIePUOJ paHHe-
TO IeTCTBA IPUBOZAT K IPUOOPETEHHBIM IOPOKaM Pa3BUTHUSL.

KoHe4Ho 3xe, N3/10)KeHHOE BBIIIIe JIUNIb TIONbITKA 00001eHNsT COBpe-
MeHHOro 3tana uzydenus [ICT y neteil 1 HeOOXOAUMBI JaTIbHENIIINE YCU-
IS TeHeTHKOB, GMOXMMUKOB, TaTOPHU3M0IOTOB COBMECTHO C KJIMHULIUC-
TaMU /7151 COBePIIeHCTBOBAHKS IOMOIIY TAaKUM OOJIbHBIM.
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66 % B 04eHb BBICOKOE

Ha pucyHke 16 rpaduyecky pescTaBiIeHo pacrpeseneHre GU3IiecKoro pasBu-
THSA fieTell B rpymnax. ety ¢ Gpru3nuecKuM pa3BUTHEM HUKE CPeIHEro 1 CPeSHNM Yallie
BCTPEYaroTCs B 3-11 rpyIme, ¢ BBICOKUM — BO 2-1, C 04€Hb BBICOKMAM — B 1-ii rpymre.
Jetu ¢ [ICT GoJiee BHICOKOPOCJIBL, YEM JIETH U3 TPYIIITbI cpaBHeHUs1. JepuIuT Macch
TeJa 3HaYMMO Yallle BeTpedaeTcs B 1 u 2-i rpymmax, a u3GbITOK — B 3-1i.
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