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B (hopMUPOBAHUY TUPEOUIHOMN AUCTEHE3UU.

BpoxnenHslii runotupeo3 (BI') — ogHo n3 Hambosiee yacThiX 3a00eBaHMi uToBUAHOM Xene3bl (LL2K) y mereii, saBasieTcst 3TUOIOTH-
YeCcKM reTeporeHHo naroygorueil. B jaHHOM uccieqoBaHUM Ha OCHOBAaHMY KOMIUIEKCHOTO TMarHOCTUYECKOTO MOAX0Aa C OLEHKOM pe-
3ynbTaToB Y3U o6iacTu 1eu, paguou30TONHON cuuHTUurpadun ¢ "Tc 1 ypoBHS TUPEONIOOYIMHA KPOBU YCTAHOBJICHBI pa3INnYHbIE
dopmbl BI'y 28 neteit: aKTomusi, areHe3usl, TUIOIIa3usl, AMCTOPMOHOIEHE3, a TAKXKE BbISIBJIEHbI MX KIMHUKO-T€HeaJTornieckue 0CoOeH-
Hoctu. [lokazaHo, 4To HanboJIee TSKeble KITMHUKO-JIaO0opaTOPHbIE TTPOSIBJICHUST TUTIOTUPE03a, Hapsioy ¢ HU3KUM YPOBHEM THPEOTJIO-
Oy/Ha, B OOJIBIIMHCTBE CIIydaeB aCCOIMMPOBAHBI C TUPEOUIHON areHe3neii, 4TO MOXKET CITOCOOCTBOBATH ONTUMU3AIINY TUaTHOCTIYE-
CKOTO aJiropuTMa. Y MalueHToB ¢ aucTonueit u areHesueit 12K odHapyXkeHa BbICOKas YaCTOTa BPOXKIEHHBIX MMOPOKOB pa3BuTus (BITP)
JIPYTUX JIOKAJIM3ALIMI, a TAKXKE YBEJIUUYEHHUE YACTOThl UX CIIy4aeB B POIOCIOBHOM, YTO CBUAETEILCTBYET O POJIM FEHETUYECKUX (hakTOpOB
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Congenital hypothyroidism (CH) being one of the most frequent thyroid disorder among children is etiologically hetero-
geneous. In this study various etiological forms of primary CH (ectopic thyroid gland, athyreosis, hypoplasia, dyshormono-
genesis) were established by diagnostical algorithm. Complex approach with estimation of thyroid ultrasonography and
scintigraphy (Tc-99m) data and the level of serum thyroglobulin allowed to differentiate ectopic thyroid gland and athyre-
osis. In the cases of eutopic gland additional examination was necessary. The most severe clinical symptoms and laborato-
ry changes together with the lowest level of thyroglobulin were associated with agenesis. That could optimize the diagnos-
tic approach. High occurrence of extrathyroidal congenital malformations was revealed in patients with ectopic gland and
athyreosis and in their relatives. That could indicate that genetic factors influence on the forming of thyroidal dysgenesis.

BBenenue

BpoxieHHBII TMIIOTUPEO3 — OJHO M3 HanboJjiee YacThiX
3a0oseBaHuil mwmMToBUAHOM Xene3bl (LK) y neteit [1].
B ero ocHoBe JIeXXUT MOJIHAsE WIM YaCTUYHAsT HeI0CTa-
ToyHOCTh ropMoHoB 2K, mpuBomsias K 3amepxke
pa3BuTus 1 nuddepeHIIMPOBKY BCEX OPTaHOB U CUCTEM.
CpenHssi paclpoOCTpaHEHHOCTh BHOBB BBISIBI€HHBIX
caygaeB BI' Ha Tepputopum Poccuiickoit Deneparn
coctaBisieT 1 : 2600—1 : 4400 HoBOpOXAEHHBIX [1],
a B CBepUIOBCKOI 001aCTH SIBJSIETCSI OMHOM M3 Hanbo-
Jiee BbIcoKUX B P® u cocrapiser B cpenteM 1 : 3000 (ot
1:2500 mo 1 : 3500 mo gaHHBIM pa3HbIX JieT) [3].

BI” siBiisieTcst 3THOIOTMYECKY TETEPOreHHBIM 3a00-
seBaHueM. B ocHoBe GosblinHcTBa ciaydaes (70—85%)
BI' nexat BpoxaeHHble aHoManuu pa3putus K wiu
tupeounHble aucreHesuu (T). 3HauuTenbHO pexe
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BCTpEYAlOTCs CJiydau OMCropMoHoreHesa — 5-—20%
[1, 7, 11]. TH aBastoTcs CAEACTBUEM HapYLIEHUST MOP-
¢orenesa 12K Ha pa3IMYHBIX €r0 3Tanax u MposIBISIIOT-
csl B BUIE:

1) orcyrctBus (yHKUMoHUpytomeid TkaHu 2K
B OpraHusMe (aTupeo3, areHe3us);

2) atunuyHo pacnoyoxeHHoi XK (skTomus,
JIUCTOIUSA);

3) Hemopa3BUTHUSI W yMeHbleHUs pa3mepon LK
(runoruiasus).

CuuTtaetcs, yTo HauboJsee yactoii opmoit TJI sB-
ngerca akronus 2K, pexe HabGmomaloTcsl areHe3us
u runormaasus XK [1, 9]. CooTHollleHre pa3IuYHbIX
¢dopM aucreHezuu 12K MoxeT BapbMpoBaTh B 3aBUCH-
MOCTH OT MeToja AMarHocTuku [9]. Tak, nmpu ucnoyab3o-
BaHUM YYBCTBUTEJIBHOIO, HO TIPU 9TOM 3aBUCHUMOTO OT
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ypoBHs1 TTI' B MOMEHT TeCTMpPOBaHMSI METOAA PaIUO-
M30TOIMHOM ClIMHTUIpacduu Haubosee yacTtoil opMoit
sBrsieTcst akronust (48—61%), areHe3ust TMarHOCTUPY-
ercs B 15—33% cnydaes, a YacTOTa TUITOTUIA3UM COCTAB-
JIIeT 0K0JI0 5%. BeposiTHO, 4TO HM3Kasl 4acTOTa TUITO-
TUTa3UM MOXET ObITh 0OYCIOBJIEHAa HEJOCTATOYHBIM Ha-
KOIUIEHUEM M30TOMa B AUCTEHETUYHON yMEHbIIeHHOM
K. ITpu ucnonb30BaHUM MeHEE YYBCTBUTEJIbHOTO,
Ho “TTI-He3aBUCHMMOro” MeToAa yJABTPa3ByKOBOIO MC-
CJIeIOBaHMSI aTUPEO3 U TUIIONIa3usl AUarHOCTUPYIOTCS
yaiie — B 48 u 17% ciiydaeB COOTBETCTBEHHO, a SKTOIMSI
TONIBKO Y 18% G0nbHBIX [9]. OCHOBHBIM HEZOCTATKOM
3TOro METO/A SIBISIETCSl HU3Kasi YyBCTBUTEJIbHOCTh B OT-
HOIIEHWUU AUarHocTuku skronuu K.

BbuoxuMuyeckuM MapkepoM HaJlu4us TUPEOUTHOMN
TKaHU B opraHusmMe sipisiercst tTupeoryiooyaut (Tg) [17].
Ero koHuLeHTpalusi B CHIBOPOTKE KPOBU OOJbHBIX
¢ nepBuuHbIM BI' ykasbiBaeT Ha Hanmumuue TkaHu 2K
U CTeleHb ee aKTUBHOCTU. BKiOueHMe 3TOro meronma
B aaroputm auddepeHimanbHoi nuarHoctuky BT mos-
BOJISIET MUHUMU3UPOBATh 00bEM HHCTPYMEHTATBHOTO
o0cnenoBaHUsI OOJBHOTO, a TaKXKe B Psifie CIydyaeB pas-
pelIuTh MPOTHBOpeurBbie AaHHble Y3W u pagnouso-
TOITHOTO MccenoBaHuii [2, 16]. B mesoM nuib Ha oc-
HOBE KOMIIJIEKCHOTO MOJAXOAa C OLEHKOU pe3ybTaToB
VY3U, cuuHturpaduu u ypoBHs Tg KpoBHM BO3MOXHO
Haubosiee TOUHO OTUddepeHIUPOBATH OCHOBHBIE MpPU-
yuHbl BI.

TunupoBaHue aTHOJOrMYecKUX BapuaHToB BI' naer
BaXkKHYI0 MH(OpPMALIMIO 1151 TOHUMaHUSI CJIOKHBIX MTPO-
eccoB Mmopdorenesa 2K, poau pazanyHbIX TeHETUYE-
CKMX W BHEIIHecpeJoBbIX (AKTOPOB Ha ero a3Tarnax.
C npakTUYeCKOI TOUKU 3PEHUSI 3TO MO3BOJISIET ONTUMU-
3UpOBaTh AUCMAHCEPHOE HaOMI0AeHEe MauueHToB ¢ BI'
M pa3paboTaTh aieKBaTHbIE TTOAXOAbl K MEIUKO-TeHETH-
YeCKOMY KOHCYJBTUPOBAHUIO B UX CEMbSIX.

YuuTteiBas BblllIecKa3zaHHOE, ObL1a c(hOpMYIMpPOBa-
Ha LieJib UCCIe0OBaHUs: HA OCHOBAHUM KOMILJIEKCHOTO
JUArHOCTUYECKOTO airOpUTMa YCTAaHOBUTH MpUUMHbBI BT
y JeTeil U BBISIBUTb KIMHUKO-TeHEeAJIOTUUYeCKe 0COOEH-
HOCTHU pa3UYHbIX (OPM.

Marepuan u MeTOAbI
O6cnenosano 28 6onbHbIX BI' (17 neBouek, 11 manbun-
KOB) B Bo3pacre oT 1 1o 16 net. Kpurepuem orbéopa mna-
LIMEHTOB JIJISI UCCIIeIOBaHMS ObUT YCTAHOBJIEHHBINM paHee
JIMarHo3 TIEPBUYHOTO BPOXICHHOTO TUIIOTHPEO3a IO
MporpaMMe HEOHaTaJbHOTO WJIM CEJIEKTUBHOTO CKpH-
HuHTa. Ha MOMEHT umccienoBaHUsl YTOUHSUICS TepMa-
HEHTHBII XapakTep THUIIOTHpeo3a Ha OCHOBAHUMU TO-
TPEOHOCTU TIAlIMEHTa B IPOBEICHUM 3aMECTUTEIbHOMU
TOPMOHAJILHOI Tepanru B BO3pacTe cTapiie 1 roma Xu3-
HU U HaJU4Msl SMU30J0B JaOOPATOPHOU JeKOMITeHca-
LMY TUIIOTUPEO3a B MPOIIECCe MPEAIIEeCTBYIONIEro T1C-

MaHCEePHOTro HAOII0EHUS, TPEOYIOLIUX MOBBILICHUS 10-
3bl MMpenapara.

VY3U obaactu 1ieu MpoBOIUIOCH B PEXKUME peasib-
HOro BpEMEHHM Ha CTallMOHAapHOM cKaHepe Siemens
Sonoline 450, yKOMIJIEKTOBAHHOIO JIMHEHHBIM AaT4u-
KoM yacrtoToit 7,5 MIi1 ¢ onpeaeneHreM JoKaIU3aluu,
pa3MepoB, CTPYKTYPhl U 9XOTEHHOCTU TUPEOUAHON TKa-
Hu. PammnounsoronHast cuuHturpadus 2K ¢ #mTc (ak-
tuBHOCTH 30—60 MBK) BBINIOJIHSUTaCh Ha raMMa-Kamepe
SMV Vision DST XL (®panuwmst). Onpenenenue TTT
(pedepenthslii uaTepBait: 0,4—4,5 ME/n), cB. T4 (pede-
peHTHBIN uHTepBai: 9,14—23,8 nmonb/n), AT-TT (pede-
peHTHbI uHTepBat: 0—34 MME/1) B CBIBOPOTKE KpOBU
MPOBOAUJIOCH HAa MMMYHOXMMUUYECKOM aHaau3aTope
Axsym® (Abbott Diagnostic Division, CIIIA). YposeHs Tg
onpenessicss MeTOAOM MMMYHOMEPMEHTHOTO aHaau3a
¢ nomoupio HabopoB Orgentic Tg (Iepmanust) (pede-
pentHbI wHTepBa: 0,0—40,0 Hr/™Mi). [Ipy TOBBIIIEH-
HoM ypoBHe AT-TT Tect Ha Tg cuutancs HeuHbopma-
TUBHBIM. B cilyyasix mogo3peHust Ha IUCTOIUIO B KOPEHb
s3bIka (n = 4) MalueHT OCMaTPUBAJICS OTOPUHOJIAPUH-
TOJIOTOM C MIPOBEIEHUEM HEMPSIMOI JTAPUHTOCKOITUM.

VY3U uieu u ompeneneHue ypoBHs Tg MpoBeaeHO
y BCeX MAalIMEHTOB, a MOJHBIN KOMILJIEKC 00Cae10BaHMS,
B ToM umciie u cuuHturpadpuio LK, ynanocs ocyiect-
BUTH B 21 ciyyae. (OCTaIbHBIM JAETSIM PaIUOU30TOITHOE
Hccle0BaHuEe HE TMPOBOAWIOCH B CBSI3U C BO3PACTOM
MJiaaie 3 JieT, YTo 00yCIOBIMBAIO HEOOXOAMMOCTD He-
0e30MacHOro aHeCTe3M0JIOrMYECKOro MNocoOusl.)

®opmbl BI' quarHocTUpoBalid COTJIACHO CIIEIYIO-
IIAM KPUTEPHUSIM:

1) aucronus 2K — Busyanuzauus K B HeTu-
NMUYHOM MecTe Metomamu Y3W u/uinu cuvHturpaduu
¢ Tc, Tg kpoBu > 0 HI/MIT;

2) arupeos/arene3us LXK — oTcyrcTBHe BU3yanu-
zaruu 2K metonamu Y3U wiu cumnaturpacdum ¢ T,
Tg xpoBu = 0 HI/MmII;

3) runomnasus LK — Busyanuzanus LK ymeHb-
IIEHHBIX Pa3MepPoOB B TUIIMYHOM MecTe MeTtogamu Y3U
u/vmm cumHturpadum ¢ ™ Tc, Tg kpou > 0 Hr/MJI.

4) nucropmoHoreHe3 — Busyanusauust 2K Hop-
MaJIbHBIX WM YBEJIMUYEHHBIX pa3MEePOB B TUTTMYHOM Me-
cre Metonamu Y3U u/wim cumaturpacdum ¢ *mTc, Tg
KpoBu > () HI/MIIL.

CTaTUCTUYECKU aHalu3 JaHHBIX IMPOBOIUIICS
¢ ucnonb3zoBaHueM nporpammbl STATISTICA 6,0.
s onucaHus BBIOOPOK pacCUUTHIBAIM MEIUAHY, BEpX-
HUI 1 HIDKHUI KBapTwiii. CpaBHEHWE 3HAYEHUIT TTOKa-
3aTesieil B IBYX BbIOOpPKaxX MPOU3BOIWIA C MOMOUIBIO
kputepuss ManHa—YutHu. s aHaiM3a 3aBUCUMOCTU
MEXIy ToKa3aTeJsIMU PACCUUTBIBAIU KODGDGULIMEHT
koppessuuu CrnupMeHa U OLIeHUBAIU €T0 CTaTUCTUYEC-
KYI0 3HAUMMOCTb. Pe3ynbTaThl CTATUCTUYECKOTO aHAIM -
3a MpUHUMaIU 3HaYuMbIMU Iipu p < 0,05.
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B GonpmmHcTBe citydaeB (y 19 u3 28; 68%) Obuta mua-
rHoctupoBaHa aucronus LIK: B moabsi3praHylo 061acTh
(8), xopeHb s3bIKa (4), momuyeatocTHyO obaacth (1),
sipeMHy10 MKy (1), HeyTouHeHHas (5) (To ecThb Mo NaH-
HbIM Y3U TupeouaHasi TKaHb B TUITMYHOM MECTEe U MPO-
eKIIMM IIIeM He BU3yaJlu3MpoBasiach, HO €€ Hajaudue
y TalKdeHTa TOATBEPXKAaJ0Ch MOBBIIIEHHBIM YPOBHEM
Tg. CuuHTUrpadus He MPOBOAMUIACH B CBSI3U C HEOOXO-
JIMMOCTBIO aHECTE3UOJOTMYECKOIo Mocoousl).

B 5 cimygasx (18%) cocTostHUE OIpeAesieHO KakK
aTMpeo3 — OTCYTCTBUE (DYHKIMOHMPYIOIIEH TUPEOU]I-
HOIi TKaHM. Y OTHOTO IMaIlMeHTa U3 3TOI TPYIIIbI OTMe-
yajoch HakoruieHue P®IT B Mumokapiae B cOYeTaHUU
¢ mpakTuJecku HysaeBbiM ypoBHeM Tg (0,31). B nutepa-
Type ONMCaHbl 9KCKITIO3UBHbBIE CIyYau 3KTOUU TUPEO-
WIHOI TKAHW B MECTa, OTHAJCHHbIE OT ITyTH MUTPALIIU
2K, B yacTHOCTM WHTpakapauaabHO, cyomuadpar-
MaJIbHO, B CTCHKY JIBEHAALIATUTIEPCTHOM KUIIIKK, BOPOTa
MeYeHU, XeTUHbIA my3bIpb [13]. B aTuX cayyasx MOXHO
MPEANOI0XNUTh AHOMAJIBHYIO MUTPALIUIO WJIM TE€TePOTO-
nuyecKkyro 1uddepeHIMPOBKY HE3PEIbIX IHI0AEPMAJb-
HBIX KJIETOK. B HaireM ciydae Hesb3sT TIOJHOCTBIO HC-
KJTIOUMTD TaKyl0 YHUKAJIBbHYIO HaXOJIKY, XOTS M TOT/Ia, Be-
posiTHEEe BCero, CJIeAyeT TOBOPUThH 00 aTUpeo3e, Tak Kak
(yHKIIMOHAJIbHAsI aKTUBHOCTh COOCTBEHHOM TUPEOU]I-
HOM TKaHU MPaKTUYECKN He OTPeIeIsiiach.

VY 4 neteit (14%) 111K Gbu1a BU3yaau3upoBaHa B TH-
nuyHoM Mecte. [Ipu HopManbHOU Jokanuzauuu L2K
OCHOBHBIMU TNpuuuHamMu BI' sBistorcs: rumoruiaszust
12K, HeuyBcTBUTENbHOCTH perientopoB LK xk TTI
(UTO B KOHEYHOM WTOTE IPOSIBIISIETCS TUIIOTLIa3Uei,
pa3BUBalolleiics MO0 K MOMEHTY POXIEHUSI peOeHKa,
MO0 B JIIOOOM BO3pacTe Ha MPOTSXKEHUM MOCTHATaIb-
HOTO Tepro/ia) U pa3IuYHbie BAPUAHTHI TUCTOPMOHOTe-
Hes3a. B Hamem uccienoBaHUM AMArHO3 “IMCTOPMOHO-
reHes” HauOoJyiee BEpOSITeH JIUIIb Yy OAHOro pebdeHKa.
OCHOBaHUSIMU UTSI €TO TTOCTAHOBKU SIBWJICS YBEJIMUYEH-
HBIII 00beM THUIUYHO pacnojioxeHHoi 1K B couera-
HUWU C TIOBBIIIEHHBIM YpOBHeM Tg KpoBU. Y 0oJHOTO Ia-
LIMEeHTa YMEHbIIIEHHbIE pa3Mepbl TUITUIHO PACIIOIOXEH-
Hoii 112K naroT ocHOBaHMS TIpe/IoiaraTb HaJIMuue Tv-
nomiasuu LK. CrneayeT oTMETUTh, UTO BCeM IMallMeH-
TaM ¢ TUNUYHOM Jjokanuzauueit 2K Tpedyercst nomno-
HUTEJbHOE 00C/IeIOBaHNe, B YACTHOCTH CIIMHTUTpadust
¢ 1231, BeITIOJTHEHUE KOTOPOTO Ha CETOMAHSIITHUI IeHb He-
BO3MOXHO IO TEXHMYECKUM IpuunHaM kKak B CBepi-
JIOBCKO¥ 00J1aCTH, TaK M B OOJIBIIMHCTBE perMOHOB PD.

B pesynbraTe mpoBemeHHOro aHaiamza MHOOpMa-
TUBHOCTHM PA3JIMYHBIX METOAOB auarHoctuku BI' ycra-
HOBJIEHO, UTO pe3ysbraTthl Y3U SBASIINCH TOCTOBEPHbI-
MU B 7 ciydasix (33%): 2 ciydast aTupeosa, 3 — TUITUIHO
pacnoynioxkeHHoit 2K u 2 — mogbs3bIlYHO-3KTOMUPO-
panHoi III2K. B 14 ciyuasnx (66%) nannbsie Y3U okasza-
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Juck HemoctoBepHbIMU. Yale Bcero Y3U He mo3Bossiio
nuarHoctupoBath aktonuio 2K (10). [Tpu aTom y 8 na-
uueHToB 2K BooO1Ie He BU3yanu3upoBaiach mo Y31,
ay 2 — ommnbOYHO olpeesieHa B THIIMYHOM MecTe. Kpo-
Me Toro, B 1 ciayyae Obljia MpoIylieHa TUIIMYHO pacIio-
noxenHasa LXK, a B 3 cayyasx no Y3U onpenensiiach
TKaHb B MPOEKUKUM HOpMaJIbHOTO pacrojioxeHus 2K,
HO oHa (1o JaHHBIM cuuHTUrpaduu u Tg) okazamach
(yHKIIMOHAIBHO HeEaKTUBHOU. TakuMm o0pazom,
MpU U30JMPOBAHHOM HCTONb30BaHUM Y3U moctoBep-
HbI€ Pe3yJIbTaThl MOJYyYEHbI TOJIBKO B OJHOU TPETU CIy-
yaeB, a MPUMEHEHWE KOMILJIEKCHOTO MO3TAIHOIO MO~
xoJa, BkJoyvatomiero Y3 obaacTtu 1ieu, CUMHTUIpaA-
duro 2K u onpeneneHue ypoBHs Tg KpOBU MOBBIIIAET
TOYHOCTb TMAarHOCTUKU pa3InudHbIX hopM BI.

B uccnenyemoii rpyrine neteit CTeneHb TSXKECTH Jia-
OopatopHbIx TposiBiieHuit BI' Obl1a paznuuHoit. Ypo-
BeHb ucxoaHoro TTI' (Ha MOMEHT IMTOCTAHOBKM AUArHO-
3a BI') cocraBisin ot 6,2 no 722 MME/a, B cpeaHem
169 MME/1n. Yposensb c¢B. T4 — o1 0,47 10 16,9 nMoib/11,
B cpeaHeM — 2,4 IMOJIb/71. B TpyIine 60bHBIX, Te MpH-
yuHoit BI' sBnsincs atupeos, ypoeHb TTT okazancs no-
CTOBEpHO 00JIblIIE, a YpOBEHb T4 — MEHbIIIe, YeM B IPyT-
e OOJTBHBIX C AMCTOIMEN W TUITMYHO-PACTIOI0XEHHOMN
K (p = 0,02; p = 0,05). TlocToBepHbIX OTJIMYMUIA
B ypoBHsX TTT u T4 mexnay rpynnaMu AUCTONUU U TU-
nuuHo pacnosnoxeHHoi 2K He BbIsIBICHO.

KiuHuyeckre cCMMIITOMBI HA MOMEHT TTOCTaHOBKH
nuarHosa BI' BappuMpoBaiy OT UX OTCYTCTBUS IO HaJIM-
YUsI OMHOBPEMEHHO 7 CUMIITOMOB. KoJIMUeCTBO KIMHM-
YECKUX CHMIITOMOB HE 3aBMCEJIO OT BO3pacTa pedeHKa
Ha MOMEHT IMOCTaHOBKM IMATrHO3a, HO MMEJIO0 MPSIMYIO
koppeasiuuto ¢ yposHeM TTT (r = 0,45; p = 0,02). Jo-
CTOBEPHOI 3aBUCUMOCTH Mexxay aTuosiorueid BI' u ko-
JIMYECTBOM KJIMHUYECKUX CHMIITOMOB HE BBISIBIICHO.
Ho 3ameueHo, uto npu BI, BbBI3BaHHOM aTUPE030M vaiiie
HaOatoganoch 0ojiee 2 KIMHUYECKUMX CUMIITOMOB, UTO
B cpeHeM OoJiblle, YeM B IpYrUX rpymax. B reaom ns
ciayvyaeB areHesuu III2K xapaktepHbl Oosee TsKenble
KJIMHUKO-1a00paTOpHbIE MPOSIBICHUSI TUIIOTUPEO3a IO
cpaBHeHMUIO ¢ Apyrumu dopmamu T/I.

Pannsg nuarHoctrika BI' mo HeoHaTalbHOMY CKpU-
HUHTY U CBOEBPEMEHHOE HauyaJlo 3aMECTUTEIbHOM Tepa-
MY, HECOMHEHHO, ITO3BOJISTIOT MPEAynpeanuTh HopMu-
poBaHUE YMCTBEHHOU OTCTAJIOCTH Y IOIABISIOLIETO
OoJIbIIMHCTBA 00JIbHBIX. OMHAKO MCCIEA0BATEISIMU OT-
MEUeHO, yTo mauueHThl ¢ BI' uMeroT onpeneneHHbie Ha-
pPYIIEHUS MMaMsITU, BHUMaHUsI, TIOBEAEHUSI, MOTOPHKH,
BBISIBJISIEMbIE TOJBKO TPHM IPOBEIECHUU YIITyOJIeHHBIX
Helipornicuxojornyeckux tectoB. [Ipenmnonaraercsi, 4To
Ha CTeleHb BBIPAXKEHHOCTU 3THUX WM3MEHEHUU BIMSIET
psn pakTopoB: atrosorus BI' (ompenensionias TsSKecTb
HCXOIHBIX KJIIMHUKO-JTa00PaTOPHBIX TPOSIBICHUIA), Ha-
yajbHas 103a JJEBOTUPOKCHUHA, TUPEOUTHBIN CTaTyC Ma-
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Tepu (BIAUSIIOUIMIA HA CTENEHb KOMITEHCALIMY TUITOTUPE-
03a BO BHYTpUYTpOoOHOM Tiepuose). [lokazaHo, 4To aTu-
peo3 W TepBOHaYa/bHasl 1032 JIEBOTUPOKCUHA MEHee
10 MKT/KT/CyT SIBISTIOTCS (DAKTOpaMK pyucKa HapyIIeHUit
ncuxuyeckoro pasputus [8, 14]. Kpome Toro, y psina na-
LIMEHTOB OTMEYeHa MEePCUCTEHLUSI HEeBPOJOTMUYECKUX
HapylleHU M BbIpaXkeHHasl 3aJepXXKa MCUXUYECKOro
Pa3BUTUS TIPU OTCYTCTBUM YKa3aHHBIX BbIlIe (haKTOPOB
pucka. B aTux ciayvasix mpeanosjaraercs U B HEKOTOPBIX
HCCJIeOBaHUSIX JOKa3aHa poJib TeHa TPaHCKPUMIIMOH-
Horo (aktopa TITF1, xoTopslii sKcmpeccupyercs
U y4yacTByeT B aMbpuoreHese He ToabKo III2K, Ho u ro-
JIOBHOTO Mo3ra. MyTaluy B 3TOM IF'eéHe MOTYT IPUBOIUTH
K (opmupoBaHuio Jiroboit ¢popmbl T (oT atupeosa 1o
TUIIOTIa3UM ), TiposiBiisitoleiicss BI' pasznuuHoil creneHu
TskecTu. OaHako naxe jerkue opmbl BI' conmpoBoxk-
JAlOTCS CUMITOMAaMU TOPaXXeHUs HEPBHOU CHUCTEMBI
U HMEIOT HeOJIAronmpusITHBIA MPOrHO3 B OTHOILIEHUU
TMCUXUYECKOTO Pa3BUTUS MPU HATUYMU MYTallMU B TaH-
HoM reHe [12].

B Haillem rccienoBaHUM MPU aHATU3€ YPOBHS MCU-
XMYECKOTO Pa3BUTUS Y JETeid, HAXOMSIIMXCS Ha MOCTO-
SIHHOM 3aMECTUTEIbHON Tepanuu JEBOTUPOKCUHOM,
BBIABJIEHO, 4TO 20% M3 HUX UMEIOT TY WJIM WHYIO CTe-
MeHb 3aIePKKU MCUXUYECKOTo pa3BuTus. Hamuuue 3a-
JEPXKKU TMICUXUUECKOTO Pa3BUTUSI KOPPEIUPOBATIO TOJIb-
KO ¢ nosaHei auarHoctukoi BT (r = 0,6; p = 0,0006).
HocTtoBepHoii Koppensiueid ¢ mpuunHoil BI' u Tsoxec-
ThIO MEPBOHAYAIbHBIX KJIMHUKO-JIA00PaTOPHBIX M3Me-
HEHMI B HACTOSIIIEM UCCEIOBAaHUM HE OTMEUYEHO, UTO,
BEPOSITHO, CBSI3aHO C HEOOJBIION BHLIOOPKOW IMalMeH-
TOB.

Ha mMoMeHT uccienoBanust y 42% OOJIBHBIX BEISB-
JIeHa COIMYTCTBYIOIIasl COMaTUYeCcKasl MaTojaorusi, B TOM
YUCJIe MOYEBBIIEIUTEIbHOM, MUIIEBAPUTEIbHOMN, HEPB-
HOW, UMMYHHOM, IbIXaTe€JIbHOM, CePIeYHO-COCYTUCTOM,
SHIOKPUHHOI cucteM. [Ipeobiagaroiiero rnopaxkeHus
KaKMUX-TM00 OPraHOB U CUCTEM, a TakKe 3aBUCUMOCTU
XapakTepa COMYTCTBYIOIIEH IMaTOJOTMU OT 3TUOJOTUU
BI' He oTMeueHo.

V 3 gereit (10%) 6bu1n BhisiBAeHbI BITP mpyrux op-
raHoB (ruapoHedpo3, yABOEHUE TTOYEK, TBYXCTOPOHHUE
naxoBble rpbikn). Hanmnuue BITP HaGmonanock TOIbKO
y 607bHbIX BI, 00yCcIOBIEHHBIM AUCTONUEN U aTUPEO-
30M. DTO comIacyeTcs ¢ pe3yjabraTaMU IPYTUX UCCIen0-
BaHUI, B KOTOPBIX MOKa3aHO, YTO CPEAu IAallMeHTOB
¢ aucrene3ueit 12K yacrora BITP apyrux opraHoB co-
cTaBisgeT oT 5 10 16%, 4To MpeBbIIIaeT MOMYJISLIMOHHYIO
yactoty BITP B 2—7 pa3 [13]. DTu Habm0aeHUST KOCBEH-
HO CBUIETEJbCTBYIOT O POJU T'€HETUYECKUX (haKTOPOB
B dhopmupoBaHuu T/I, MOCKOJbKY OTHUM W3 MEXaHU3-
MOB MHOXECTBEHHBIX ITOPOKOB Pa3BUTUS SIBJSIETCS OfI-
HOBpEeMEHHOE BOBJIeUeHUe JedEeKTHOro reHa B Mopdo-
reHe3 pasHbIx opraHoB [13, 9]. B Hacrosiuee Bpemsi

B 9KCIEPUMEHTAIBHBIX MCCIIEAOBAHUSIX Ha >KMBOTHBIX
U MPU MPOBEIEHUU T€HETUYECKOro CKpUHUHIA Y 00Jb-
Hbeix BI' mokazaHa poJib T€HOB TPaHCKPUITIIMOHHBIX
daxropoB TITFI, PAXS, FOXE1 B ¢popmupoBanuu T]J
B couetanuu ¢ BITP apyrux nokanuzauuii [6, 9]. B yacr-
Hoctu, PAXS8 skcrmpeccupyeTcsl y yejoBeKka B MOYKax
1 MOuyeBOM my3bipe. B snuteparype omucaHbl KpaiiHe
peakue ciydau coyetanus T ¢ BITP MmoueBblaeuTe b-
HOHl cucTteMbl. OZHAKO TaKoe COYETaHUE ITO3BOJISIECT
¢ OOJIBIION CTEMEeHBIO BEPOSITHOCTU MPEANOJIOKUTD MY-
tauuio B reHe PAX8 kak mpuuuny BI' u BITP noyvek, uyto
U TIOATBEPXIATOCh MOJEKYJISIPHBIMU UCCIIETOBAHUSIMU
[6]. B Hameir pabote MOJIEKYISIPHO-TE€HETUYECKUE KC-
CJeoBaHUSl HEe TPOBOIWIKMCH, OJHAKO T€HETUYECKUI
CKPUHUHT MyTaluii B reHe PAX8 nmokaszaH, 1o KpaiiHei
Mepe, OMTHOMY MpodaHIy, UMEIOIIEMY aTUPE03 B coYeTa-
HUU C BPOXIEHHBIM TUAPOHEDPO30OM.

B 3 cayuasx (10%) BBISIBJICHBI OpaXWOTeHHBIE KIC-
ThI 1IEW, TIPUYEM TOJIBKO y 00bHBIX ¢ Auctonueit 2K,
Bricokas yactora (10 68%) BcTpeyaeMOCTH KUCT Ha ITy-
™1 HOpMasibHOU murpauu LK y 6onbHbIx ¢ T oT™Me-
yeHa U B uTeparype. [Ipenmnonaraercs cBsi3b UX IPOUC-
XOXACHUS C MEPCUCTEHIIUEN IIUTOMOABSI3BIYHOTO MPO-
TOKa, KMCTO3HOU JereHepanueil KiactepoB (OJIUKY-
JIIPHBIX KJIETOK, OTAEAMBIIUXCS OT AUCTEHETUUYHOM
2K u 3aBeplIMBIIMX MUTPALIMIO K MECTy OOBIYHOTO
nojoxenus XK [4].

Ilpu aHanu3e aHTeHATaIbHOTO aHAMHEe3a BBISIBJIC-
HO, 4TO B 46% cilyyaeB UMEIMCh YKa3aHUsI HA BO3ACHCT-
BHME pa3JIMYHBIX HEOJAroNnpUITHHIX (haKTOPOB, B TOM
YycJie BepOSITHBIX TEPATOTEHOB, BO BpeMsl OepeMEeHHOC-
teit mpodaHgamu ¢ BIL B 2 ciyyasix y 6epeMeHHOI oTMe-
YaJsicsi HEKOMIIEHCUPOBAHHBIM TMITOTUPEO3 HA TPOTSIKE-
HUU 1—2-ro TpuMecTpoB OepeMeHHOCTU. ANeKBaTHasI
npoduaakTuka aedunnTa fonga Bo BpeMsi 0epeMeHHOC-
TH TIPOBOJMIACH TOJBKO B 17 % ciydaes.

Posib reHetmyeckux daktopoB B aTnonorun BI'
3HAYUTEIbHO BapbupyeT. I3BeCTHO, YTO TMCTOPMOHOTEe-
He3 OTHOCHUTCS K TIpYIIle MOHOI€HHBIX 3a00JeBaHUl
U 3aKOHOMEPHOCTU WX HacJeAOBaHUS IMOTYMHSIIOTCS
MEH/IeJIeeBCKOMY NMpUHIMIMY. bojbinas yacTe 6oje3Hel
U3 9TOM TPYIIbI HACTEAYETCS IO ayTOCOMHO-PELIECCUB-
HOMY THUITY, YTO OOYCIOBIMBAET BBICOKMI PUCK ITOBTOPE-
HU 3a00JieBaHus y cMOCOB [7].

T/ numeroT MyabTUdaKTOPUATbHbIN TUIT HacAe10Ba-
Husl. OMHAKO YacToTa CEMEMHBIX CIydaeB B 9TOM TpyIie
cocTaBysieT okoso 2%. (DTo TIpeBbIlIaeT pPacyeTHYIO
OXUJAEMYIO0 YacTOTy MpU YCJIOBUU BIUSIHUS TOJIBKO
BHeIlIHeCpeAoBbIX (hakTopoB B 15 pa3.) [9]. YacToTa Ma-
JibIX aHoManuit pazputus LK (remuareHe3us, mupaMu-
JajbHasi JOJbKa, KUCThI IIIMTOMOABS3BIYHOTO MPOTOKA)
cpeay poACTBEHHUKOB 00JibHBIX ¢ TJI ellie BbIlIe U CO-
crasysieT 21%, 4To GoJTbIe MOMYISIIMOHHOM B 8 pa3 [14].
B M3y4eHHBIX CeMbsiX MPOBEICHHBIN CerperalloOHHbBIN
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aHaIU3 TO3BOJWJI TPEAINOJOXKUTh ayTOCOMHO-IOMM-
HAHTHBIM TUIT HACJIeTOBaHMUS C HU3KOM MEHEeTPaHTHOC-
ThIO U BapbUPYIOIIEH 3KCIPECCUBHOCTBIO: Y HOCUTES
ITaTOJIOTMYECKOT0 FeHa PUCK MaJIbIX aHOMaJIMI pa3BUTHS
12X cocrasnsier 21%, a puck tspkenoi T, mpuBons-
weit k BT, — 7%. [14]. B HacTosiiiee BpeMmsl onpeaeaeH
psIl TEHOB, KOHTPOJIUPYIOLIUX MPOLIECC SMOPHUOHATBHO-
ro pazsutus LK (PAXS, TITF1, FOXE2, NKX2-5) [7].
MyTtanuy B HUX MPOSIBISIOTCS BBIPaKEHHBIM (DeHOTH-
MIYECKUM TTOJTMMOPMOU3MOM — OT OTCYTCTBHUSI MOP(]OJIO-
TMYECKUX U KJIMHMKO-Ta00paTopHbIX MposiBaeHuil TJI
IO TSDKEJIBIX (opM, NeOIOTUPYIONIMX B HEOHATaJIbHOM
nepuoae. Kpome Toro, y Hocurteseir BO3MOXKHa MaHUde-
CTalMsl THPEOUTHON MaTOJOTUU B JIIOOOM BO3pacTe.

IIpu aHanM3e reHeaqorMyeckoro aHaMHe3a B aH-
HOM MCCJIEIOBAaHUM BBISBJIEHO, 4TO y 43% mnpobaHIoB
POICTBEHHUKU cTpaganu 3adoneBaHusmu 2K, u3 Hux
87,5% xenumnbl. B 81% ciydyaeB oTsAroieHHbI aHaM-
He3 HaOJIomajIcs M0 MaTepUHCKOM juHun. B 43% Ha-
omtoaeHuit maronoruto 2K nmena cama Math mpobaH-
na. I[Tpu 3ToM 00palllaeT BHUMaHUE TOT (PaKkT, YTO APY-
rve POACTBEHHUKU 1-ii cTenieHu poacTsa (oTell, CMOCHI)
3a6oseBanus LK He umenu. Cpenu 6oiee OTIaTEeHHBIX
POICTBEHHUKOB (2-11, 3-i1, 4-ii cTeneHeit poAcTBa) 3a00-
neanusiMu 2K Takke yaine cTpagaid >KEHIIMHBI
(80%). 3aBUCUMOCTH MEXAY HAJIMYKUEM OTSTOLIEHHOTO
reHeaqsornyeckoro anHamHesa mno narojgoruu K v atu-
osiornuyeckuM BapraHtoM BTy rmpobaHma He BBISIBJIEHO.
OnHako B HACTOSIIEM WCCIEIO0BAHUU YYUTHIBAINCH
TOJIbKO aHaMHeCTUYecKue naHHble. s 6ojiee TOUHOM
OLIEHKU CEeMEWHOI OTSTrOLIEHHOCTU MO 3a00JIeBaHUSIM
12K, mukpoanomanusim passutust LIIZK Tpebyercs no-
MMOJTHUTEIbHOE CKPUHWHTOBOE 00C/IeqoBaHue (TUPEO-
unHble ropMoHbl, Y3U 1K), o kpaiiHeit mepe, poacTt-
BEHHUKOB -1 CTEIIeHU pOJICTBa.

V 4 npo6annos (14,8%) B pomoCIOBHOI OBITN yKa-
3aHusg Ha BITP (B yactHocTu, BIIC, areHe3ust mouyku,
pacuieHa BepXHeil ryobl) 1 XpOMOCOMHYIO TTaTOJIOTUI0
cpenu poacTBEeHHUKOB 1—3-ii ctereHeit ponctBa. OTsi-
TOLIEHHBIN reHeajgornyeckuii anamues mno BITP otme-
yaJicsl TOJAbKO Y MauueHToB ¢ aucreHe3usmu LK (auc-
Tonueir U atupeo3oM). OTATOIIEHHOCTh CEMEWHOro
aHamHesa 1o BITP y mauuenrtoB ¢ T]I siBasieTcst momosi-
HUTEJIbHBIM TIOBOJIOM JUISI TIPOBENEHMSI TEHETUIECKOTO
CKpPUHWHTA Ha MyTallMM B T€HAX TPAHCKPHUITLIMOHHBIX
dakTopoB (B yactHoctu, FOXE1, PAX8, NKX2-5). Pa-
Hee MpOBENeHHbIE UCCIeN0BaHUs MoKa3aau, YTO MyTa-
LIMU B 3TUX T'€Hax YyacTo accorurupoBaHbl ¢ BITP paziuy-
HBIX OpraHoB. [1pu 3TOM X MEHETPAHTHOCTD U IKCTIPeC-
CUBHOCTb 3HAYNTEIBHO BAaPbUPYET, UTO ITO3BOJISIET ITPE/I-
MMOJIOKUTh BO3MOXKHOCTb (POPMUPOBAHUS Pa3IUIHBIX
BIIP cpenu poacTBEHHUKOB — HOCUTEN e MyTauu [9].
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BriBoabI

1. IlpuMeHeHre KOMIUIEKCHOTO TUarHOCTUYECKO-
ro noaxoja, BKiatovatomiero Y31 obaactu 1ieu, onpeae-
JieHue ypoBHs Tg kpoBu u cuuHTUrpaduio 2K, no3sBo-
JISIET HaJexXHo AuddepeHMpoBaTh OCHOBHBIE (hOPMBI
TI — nucronuto u areHesuto HI2K.

2. HaubGonee Tskesible KIMHUKO-1a00OpaTOpPHBIE
TIPOSIBJIEHUSI TUTIOTUPEO03a, HApSILy ¢ HU3KUM YPOBHEM
TUPEOIJIOO0Y/IMHA, B OOJBIIMHCTBE CIydyaeB acCOLMUPO-
BaHbI C TUPEOUJHOI areHe3ueil, 4To MOXET CIOCOOCT-
BOBaTh ONTUMU3AIUN JUATHOCTUIECKOTO aJITOPUTMA.

3. Beicokasg yactota BITP pa3nuuHbIX OpraHos,
a TaKXe yBeJIMYEeHUE KOJIMYEeCTBa UX CIyvyaeB B POJO-
CJIOBHOW y feTeit ¢ puctonueii u areHe3ueit LK moxker
CBUETEIbCTBOBaTh O POJU T€HETUYECKUX (haKTOpOB
B ¢opmupoBanuu TII.
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