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BPOXXEHHbIA TMNOTUPEO3

npeﬂ,CTaBHEHO HabnoaeHune 3a ABYMA NauUeHTaMU C BpOXXAEeHHbIM rTMNOTUPEO30M. npOAEMOHCTPMpOBaHa BaXXHOCTb HEOHaTa/lb-
HOro CKpUHMHra BpoXxaeHHoro runoTupeosa. OnucaHbl OCHOBHblE NpUHUUNDbI AUarHOCTUKU, Tepanuu U AucnaHCepHoro Habnope-
HuUd, posib NneauaTtpoB B BeAeHUU NaLuUEeHTOB C BPOXAEHHbIM TMNOTUPEO30M.
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CONGENITAL HYPOTHYROIDISM IN PEDIATRIC PRACTICE
We present observation of two patients with congenital hypothyroidism. Importance of neonatal screening for congenital

hypothyroidism is demonstrated.The main principles of diagnostics, therapy and dispensary supervision, role of pediatricians in
observation of patients with congenital hypothyroidism are described.

Keywords: congenital hypothyroidism, neonatal screening, levothyroxine.

pOXAEeHHbIM runotupeo3 (Bl - HapyweHue Tabnuua 1. Tokasartenu TUPEOUAHbIX TOPMOHOB Ha ¢0He

cexpeLumn ropMOHOB LMTOBKUAHOM xenesbl (LK) - 3aMeCTUTeNIbHOM Tepanuu NeBOTUPOKCMHOM Y nauueHTKM K.

O[lHO M3 Hanbonee 4aCTo BCTPEYAIOLLMXCSH BPOX-

LeHHbIX 3aboneBaHUi >Kenes BHYTPEHHeW cekpeuuu, B

OTCYTCTBME CBOEBPEMEHHOW AMATHOCTUKM U NIeHeHMs MPUBO-
[sliee K TsHKenon uHeanuamsaumnm [4, 5].

Yacrota BCTpevaemoctn Bl Ha Teppwutopum Poccun B

cpenHeMm coctaBngeT 1 cnyyar Ha 3 950 HOBOPOXAEHHbBIX U

BapbMPYET B 3aBMCMMOCTM OT pernoHa ot 1 cnyyas Ha 2 600 1 |4 g 164,6 (1) 0
HOBOPOXAEHHbIX (YpanbCkuii denepanbHblii okpyr) o 1 Ha 0
5 400 HoBOpOX/AeHHbIX ([anbHeBOCTOYHbINA (heaepanbHbli 2 |23 pns 249,19(1) azzezg?{i;esuom

okpyr). Y gesouek Bl omarHoctmpyetca B 2-2,5 pasa valle, n
yeM y Manbunkos [1, 7). 3 | 1 mecau 9 et 22 (T) 14,39 (6-31,25) — 31,25

Mpu Bl B nepByto oyepenb 0TMEYAETCs 3afepKKa NCUMXo- 4 |1 mecau 24 oHs 178 (1) 16,9 31,25 > 375
MOTOPHOIO Pa3BUTUS, HApPYLWEHWE C1yXa U peyn, OTCTaBaHUe

5 | 2wmecaua 13 aneit| 10,5 () | 259 (1) 375 — 31,25
MHTENNEKTYaNbHOro Pa3BUTHS BNAOTb 4,0 KPETUHM3MA. THKeCTb
NPOSIBNEHNI BbILENEPEYNCNEHHOM NATONOrMM 33aBUCUT OT 6 |4 mecsua 16,7(1) | 254 () 31,25 — 375
CPOKOB Ha4ana 3aMecTUTeNbHOM Tepanuu 1 BapuaHTa amucre- 7 | 6 mecaues 78 301 (1) 375 5 3125
He3um LK. Tak Kak paHHee BbisiBneHue Bl 1 cBoeBpeMeHHoe : : : :
Hauano Tepanuu No3BONAT M3bexaTb 3aAePXKKM NCUXOMO- 8 | 10 mecaues 10,04(T) | 266(T) 31,25 — 57,5
TOPHOIO Pa3BUTUS, BO MHOTMX CTPaHax M1pa, B T. 4. B Poccuu, 9 |1rog 71 (M 20 375 5 50
MPOBOAMTCA HEOHATANbHbBIN CKPUHUHT Ha Bl [2, 4-6].

Llenb pa6oTbl: NpoAeMOHCTPUPOBATb BaKHOCTb HEOHa- 10 | 1rop 4 mecsua 41 281(M 50
TaNnbHOro CKPUHUHIA Ha Bl kKnMHKMYeckyto reTeporeHHOCTb B, 11 |1ron8mecaues | 243(1) | 153 50 —> 56,25
OCHOBHble MPWHLWMMNbI N0A60Pa 3aMeCTUTENbHON FOPMOHab-

12 | 1rop 11 mecaues 5,6 231 56,25

HOW Tepanuu U AMCNaHCepHoro HabntoaeHWs NauMeHTOB C
BI, ponb negmatpa B BbigBneHun Bl u HabnogeHun 3a 13 | 2 roga 1 MecsiLy 18 22,4 56,25
NoA06HbIMK NaLMEHTAMM.

14 | 2 ropa 8 mecsues 3,62 20,3 56,25
OMUCAHVUE KIMHUYECKUX CNTYYAEB 15 |ropalvecia | 55 198 3625
. . 16 |3 roga 7 Mecsues 3,57 214 56,25
Knunnueckuin cnyyaid 1
MaumenTka K., 5 neT, pogunack oT nepsoi Gpusnonornye- 17 | 4 ropa 2 mecaua 74(T) 19,6 56,25 — 62,5
CKM npoTekaBlleil 6epeMEeHHOCTU Y MOMOAbIX 3[40POBbIX % |ommGiem | 2% 218 625

poauTenei. EctecTtBeHHble poabl B Cpok. [1pu poxaeHum poct
54 cm,Bec 3 700 r. KpoBb 13 NATKM A1 HEOHATANbHOIO CKPU-

" T = KIMHUYECKX 3HAYMMOE NOBbIWEeHNEe YPOBHA rOPMOHa
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HWHra Gbina B3gTa Ha 4-i AeHb. [ocne poaaomMa OeBOYKa
bblna nepesefeHa B OTLENEHME HEOHATONOTMM MO MOBOAY
nepuHaTaNbHOro NOpaXeHUst LEeHTPaNbHOW HEPBHOW CUCTe-
Mbl CMELLAHHOro reHesa, CMHAPOMAa ABUraTe/bHbIX Hapylle-
HWI, 93BEHHO-HEKPOTMYECKOro 3HTepokonuTa. B nepwuop
HaxoXAeHMs AeBOYKM B CTaLMOHApe Bbln NoAyYeH pesynbraT
HEOHATaNIbHOr0 CKPUHWMHIA — MOBbILUEHWE YPOBHS TMPEOo-
TponHoro ropmoHa (TTI) po 164,6 MEn/n. Ha 23-i4 neHb
XWM3HW NPOBELEH peTecT, NOATBEpPAMBLUMIM AnarHo3 Bl TTT -
249,19 MEn/n. Ha ocHoBaHMM 3TOro 6bina Havata 3aMecTu-
TeNbHas Tepanus NeBOTMPOKCMHOM C MOCTENEHHbIM YBENU-
yeHueM [03bl fo 37,5 mkr/cyt. Ha ¢oHe npuema 37,5 mkr
NeBOTUPOKCMHA OTMEYEHbl CUMMTOMbI TMPEOTOKCMKO3a
BCNeACTBME Nepefo3mpoBKM, B CBA3M € YeM B 2,5 Mec. fo3a
6blna yMeHbleHa Ao 25 MKr/cyT. B nanbHeiwem B TeyeHue
KM3HW U B NpoLecce pocTa NauMeHTKM NpOBOAMNACG HEOA-
HOKpaTHas KoppeKLMs 103 3aMeCcTUTeNIbHOM Tepanmu B COOT-
BeTCcTBMM C ypoBHeM TTI, cBOBOAHbIX PpaKLMI TMPOKCMHA
(cBT4) u TpuitoaTporuHa (c8T3) (maba. 1). Mo pocTy 1 pas-
BMTMIO [EBOYKA HMKOrAA He OTCTaBasia OT CBEPCTHWKOB
(puc. 1). CornacHo AaHHbIM aMByNaTOpPHOM KapTbl, MALMEHTKA
HeyacTo 6oneeT pecnMpaTopHbIMK BUPYCHbIMUK 3300/1€BaHM-
MU, OLHOKPATHO nepeHecna aHruHy. MpueuTa No Bo3pacty,
renatut B - oTka3 poauTtenei. HacneacTBeHHOCTb MO 3HAO-
KPWHHbIM 3a60N1€BaHNSM He OTAroLLEHa.

B Bo3pacte 2 net 1 8 Mec. BnepBble NPOBeAEHO YAbTPa-
3ByKoBOe uccnenoBanue (Y3M) ong yTOYHEHMS COCTOSHMS
LK, oLHaKo B TUMMYHOM MecTe xene3a He bblna obHapyxe-
Ha. B cB3M C 3TMM 6bIN0 3aM1aHMPOBAHO NPOBEAEHNE CLIMH-
TMrpadum ¢ TexHelmeM (°Tc) ¢ uenbio noucka TkaHm LK.

Pucynok 1. Tpadwmk pocra naumeHTkm K.

PucyHok 2. CumHTurpadms WHUTOBMAHON Jenesbl y naupenTku K.

Tabnuua 2. Tokasarenu TMPEOUAHBIX FOPMOHOB HA K4UCTOM»
(oHe (oTMeHa 1eBOTHPOKCHHA Ha 6 Hep,) y naumeHTku K.

lMokazarenb 3Hauenue Hopma
TIT 178 MkME/mn (T11) 0,5-4,5
c8T3 2,4 nvonb/n (V) 46-12,6
8T4 7,5 nvonb/n (V) 12-28
ATKTT meHee 15 ME/mn 0-60
ATk TNO 46 ME/mn 0-60
TupeornobynuH 32 Hr/mn 0-55

* T 1 L - KMHMYeCKM 3HAUMMOE NOBbILIEHHE/CHIKEHME NOKa3aTens.

B Bo3pacte 5 net 2 mec. npoBeaeHo
CTaumoHapHoe obcnenoBaHMe MaUmMeHT-
Ku. 3a 6 Hef. O MOCTYM/IeHMs B CTaLMO-

S Hap Obll BPEMEHHO MpeKpalleH npuem

%:: el el e e el [ L ;:g;ggg NEBOTUPOKCMHA, 4TO MO3BONMNO NpoBe-

£ 170 +1,05D ctn cumHTUrpadmio LXK (puc. 2) u rop-
1o [+0,05D MOHasbHble UCCIEA0BAHUS HA KYMCTOMY
o I O I - ' e D B Y ) boHe (mabn. 2). Ha MOMEHT NOCTyNeHMS
o Ol 1-2,05D [EBOYKA MMENa KIaccMyeckue CUMITo-
1459 1-255D Mbl, TUMIUYHbIE A TMNOTMPEOD3a, Gbina
it CnaboM, BANOM U 3aTOPMOXKEHHOM.
:: i Mo gaHHbIM Y3M B TMNMYHOM MecTe
1254 LUK He 6blna HavpeHa. Mpu nposene-
120 HM cumHTMrpadumn ¢ %°Tc obHapyxeHa
::; rMnonnasuposaHHas LXK, skTonuposaH-
105} ——— Has B cybnuHreanbHyo obnactb (puc. 2).
w1 A Mocne BOCCTaHOBNEHWS aaeKBaT-
: / HOV 3aMeCTUTENbHOW Tepanuu NeBoTU-
,,.._; POKCMHOM MauMeHTKa 6bina MpOKOH-
o Cy/bTUPOBAHA HEBPO/IOIOM, IOroNenoM
g/ M OTOPWHONAPWMHIONOIOM — BbISIBNEH
| aCTeHO-HEBPOTMUYECKMIA CUHAPOM.

1+ 2 3 4 S8 & 1 B 8 1M 11 12 13 14 16 1w 17 18 18 20 21

Ha rpacduke HopMasnbHbIi poCT feBoYek npeacTaBaeH MHTepsanoM ot-2,0 no +2,0 SD (standard deviation,
CTaHAAPTHbIE OTK/IOHEHWS) (MHTEpBaN BblAeNeH PO30BbIM LIBETOM). Pe3y/ibTaThl M3MepeHUsi pocTa JeBOYKM OTMEYEHbI
Ha rpaduke KpacHbiMu Toukamu: 1,4 roga - 80 cm, 1,8 ropa - 87,5 cM, 2,7 ropa - 96,5 cM, 5,2 ropa - 113,5 cm

age (year) KnuHuueckui cayuain 2

MaupeHt M.,10 net, pogmncs ot BTO-
por  (W3MONOrM4yeckn npoTeKaBLEen
6epemMeHHOCTM (CTapwmii 6paT 340p0oB),
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CPOYHbIX CaMOMPOM3BOSIbHBIX poaoB. [1pn poxaeHun Bec 3
200 r, onmHa 52 cMm, 3akpuyan cpasy. O6pasubl KpoBu s
NpoBefeHNS HEOHATANIbHOTO CKPUHMHIA OblW B3Tbl B POJ-
[loMe, o pe3ynbTatam 6bin BbiseneH Bl OnHako npu odbopM-
NeHUN OOKYMEHTOB B POAAOME MECTO MpOXMBaHUS Oblno
YKa3aHO HEeMnpaBWbHO, YTO HE MO3BOAMIO CBOEBPEMEHHO
CBS3aTbCs C poanTensMu pebeHka 1 coobLmnTb 0 AMarHose. B
nepBble MecAUbl XXM3HM ManbyMK Habngancs no Mecry
KUTENbCTBA HEBPOIOTOM B CBSA3M C NMEPUHATANbHbIM MOpaxe-
HWEM LLeHTPaNbHOM HEPBHOM CUCTEMBI. Tepanus N1eBOTUPOK-
CMHOM Oblna HayaTa B BO3pacTe 3 MecsaueB. Hecmotps Ha
Mo3Hee Havyano NeyeHus, K KOHLY NepBOro roaa 3a4epxkku B
pa3BWUTMM He OTMeYanoch. B aanbHelwemM ManbimK NoCTosH-
HO Habnpancs 3HOOKPWHONOMOM, eXeLHEBHO MpUHUMAN
NEeBOTUPOKCUH, HE MeHee ABYX pa3 B rof NpoBOAMIOCH rop-
MOHaNbHOe WCCIefoBaHUE M NPU HeobXoaMMOCTU KOppek-
umMs 0o3. B pasnnyHoM BO3pacTe nauMeHT HeoAHOKPaTHO
obpawancs K OTOPUHOMAPWMHIONOrY MO MNOBOAY YaCTbiX
pecnuMpaTopHbiX MHMEKUMI, aoeHoMaoB 2—3-i CTeneHu,
Tyb6OTWTa, Ba30OMOTOPHOIO PWHUTA. M3 OeTCKMX MHDeKUMN
nepeHec BETPsSHYO ocny. BakuMHaums no MHAMBUAYANbHOMY
rpaduky. C 8-neTHero Bo3pacta HabnaaeTcs peBMaTonoroM
no NOBOAY CYCTaBHOM (OPMbl FOBEHU/IbHOMO peBMATOMAHOTO
apTpWTa, Ha MOMEHT HacToswero obcnefoBaHus monyvaeT
Tepanuio UMTOCTaTUKaMuM B nonaepxupatoulen nose. Poct
naLMeHTa COOTBETCTBYET HOPMaAbHbIM 3HaYeHuaM (puc. 3).
Bnepsble rocnutann3nMpoBaH B AETCKOE 3HAOKPUHOMOMM-
yeckoe oTaeneHue B Bo3pacTe 8 NeT ¢ xanobamm Ha Taxmkap-
L0, aPUTMUIO 1 HEOXKMIAAHHO «MI0XME» PE3ynbTaTbl FOPMO-
HanbHoro uccnenosakus (TTF - 94,87mMkME/mn (1), c8T4 -

PucyHok 3. Tpadmk pocra naumenta U.

Tabnuua 3. [lokasaTenu TMPEOMAHBLIX FOPMOHOB Ha (OHE
afleKBaTHOI 3aMeCTUTENbHOW FOPMOHAbHOM Tepanuu
NeBOTUPOKCMHOM Y nauueHTa W.

T 2,6 MKME/Mn 0,5-4,5
T3 7,5 nmonb/n 46-12,6
T4 19,2 nmonb/n 12-28
ATKTI meHee 15 ME/Mn 0-100
ATk TNO 63 ME/mn 0-100
Tupeornobynut 2 Hr/mn 0-55

13,56 nMonb/n) Ha GOHe NOCTOSHHOW 3aMeCcTUTENbHON Tepa-
nuM NEBOTUPOKCUHOM (75 mr/cyT). MaTb naumeHTa yTBEpXKAa-
na, 4to pebeHOK exeaHeBHO 6GecnepebOMHO npuHUMaeET
PEKOMEH[I0BaHHble npenapatsl. B ¢Bs3uM ¢ 3TMM Heobxoamnmo
6bI10 Y4MTBIBATL BO3MOXKHOCTb TABOPATOPHOM OWMOKM UK
npuemMa KoHTpadakTHoro npenapara. [1o AaHHbIM FOPMOHanb-
HOr0 MCCNeNO0BaHMS, MPOBEAEHHOTO B CTaUMOHEpPE, YPOBHM
TTI n T4ce 6binv B npenenax Hopmbl (mabs. 3). Kapawo-
noruyeckoe obcnefoBaHue He NOLTBEPAMIO Xanob Ha apuT-
MU0 WM Taxukapauio. Manbunk Obll NMPOKOHCYNbTMPOBAH
HEBPO/IOTOM — AMArHOCTUPOBAH aCTEHO-HEBPOTUYECKMIA CUH-
LpoM, GYHKLMOHaNbHble HapyleHUs cHa. JIoroneaom BbisSB-
neHo obuee Henopa3suTMe peun IV ypoBHS, aucrpadus,
avcnekcms. TlaumMeHT NpOKOHCYNBTUPOBAH OTOPMHONAPUHIO-
NOTOM — HapyLUeHW Clyxa He BbisBne-
Ho. lMpu Y3M obHapyxeHa runonnasu-
poBaHHas UK, pacnonoxeHHas B
TUMUYHOM MecTe.

height (cm)

-+2,5 SD
1+2,0 SD

1+1,0 5D
-+0,0 SD
+-1,0 SD
.-2,05D
-2,55D

OBCYXXOEHUE

fopmoHbl LK yyacTBytoT B peryns-
UMM pocta UM audpdepeHUMPOBKKN BCeEX
KNeToK OpraHu3ma, M WX HeLoCTaToK
npu Bl MOxeT okasblBaTb OTpULATENb-
HOe BIUSIHWE HA Pa3/IM4YHble OpraHbl U
cucteMbl peberka. Hanbonee Tsxkenbimm
ABNAOTCH ledeKkTbl Pa3BUTUS HEPBHOM
cuctemsl. Mpu Bl TMRMYHa runonnasms
HEeMpOHOB KOpbl TOAOBHOMO MO3ra,
COMPOBOXAALIAACS 3aLePXKKOV poCcTa
aKCOHOB W AEHAPUTOB, NIOXOW Muenu-
HM3auMel HEepBHbIX CTBOJMOB, 4YTO B
utore Bbi3biBaeT MOPGHODYHKLMOHANMb-
Hble HapyLleHWs, 3aMeaNieHne BacKys-
pY3aummn ronoBHoOro mosra [3-5, 7, 8].

Mpw Bl Takxe cTpafaeT 1 cepaeyHo-

Ha rpaduke HOpManbHbIit pocT Manb41KoB NpeacTaeneH uHTepsanom ot-2,0 no +2,0 SD (standard deviation,
CTaHAAPTHbIE OTKNOHEHWS) (MHTEpPBanN BblAeNeH rony6biM LBeToM). Pe3ynbTaTbl M3MepeHUs pocTa Manb4ynka OTMeyeHbl

Ha rpaduke KpacHbiMM Toukamu: 8,7 rona — 127 cm, 7 net - 127,5 cm, 10 net - 133 cm
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cocynucras cucrema. M3-3a ytpathbl MHO-
TPOMHOIO M XPOHOTPOMHOrO 3hdeKToB
TUPEOMIHbIX TOPMOHOB  CHMXAOTCA
yOapHbIi 06bEM M 4acToTa CepAeYHbIX
cokpaleHuit. Conpotnenerune nepude-

T T T T
17 18 19 20 21

age (year)



PMYECKOro COCYAMCTOro pycna B MOKOE MOBbIWEHO, @ 06beM
LUMPKYAMPYIOLLEN KPOBU CHMXKEH. ITU reMoLuMHaMmyeckue
HapyLleHMs NpUBOAST K 0C1abneHmo KpoBOCHabXeHMs nepu-
hepuyeckmnx TKaHel, 4To MOXKET BbITb NPUUMHOW BNeSHOCTU U
MOHMKEHHOM TeMMNepaTypbl KOXHbIX NOKPOBOB [3-5, 7, 8].

B koxe 1 noakoxHbIX TKaHax npw Bl HabntopaeTcs Hako-
nAeHue rManypoHOBOW KMCNOTbI, YTO MPUBOAMT K OTEKY.
OTeuHble TKaHW MSATKME, XOPOLWO 3aMeTHbl BOKPYr a3, Ha
TbIIbHOM CTOPOHE KWCTEM pyK M CTOM, B HALKIOYUYHbIX
AMKaX. M3-3a oTeka yBEeIMYMBAETCS TakXe pa3Mep S3blKa.
KoxHble paHbl 3aMBaOT MefIeHHO. Bonockl cyxue, n1oMKkue,
yTpaTuBLIMe bneck, Hepeako BbinagatoT [3-5, 7, 8].

lFopmonbl LK yaacmasyiom 8 pe2ynayuu pocma

U dugPepeHYyUPOBKU BCeX KNemoK op2aHu3md,

u ux Hedocmamok npu BI" Mo)xem oka3bisamb
ompuyamesibHoe 8/1UsIHUE HA pa3/u4Hble 0p2aHbl
U cucmembl pebeHka

KocTHO-MbIWweYHaa cucteMa Takxke nopaxaertcs npu BrL
TUNUYHO CHMXKEHME CKOPOCTM COKpaLLeHWs U paccnabneHus
MbILLLL, YTO NMPUBOAMT K 3aMELJIEHHbIM ABUXKEHUAM U 3aTOP-
MOXEHHBIM CYyXOXMNbHbIM pednekcaM. Kpome 3toro, cTpaga-
et obMeH Kanbums n hocdaTtos, T. K. npu gedurunte TMpEOUa-
HbIX FOPMOHOB CHMXKAETCa CuHTe3 Benka u nponykums dak-
TOpoB pocTa. LleHTpbl occudumKaumm NosSBASOTCS MO3A4HO,
HapyLlaeTcs JMHENHbIA pOCT TPybyaTbiX KOCTEM KOHEYHO-
CTeit, YTO MPUBOAMT K AMCMPOMNOPLUOHANBbHON KApIMKOBO-
cTv. Pa3mep ronoBbl U3-3a 3aMeaNeHns 3apacTaHns POAHUY-
KOB, HAaNpOTWB, BEANK MO CPaBHEHWIO C TynoBuLLeM. M3-3a
HapyLleHUs pa3BUTKS TONIOBOK HefpeHHOM KOCTM MOXonKa
CTQHOBMUTCS «YTUHOM». 3ybbl yawle HeLopPa3BMTbI, NIErko
nopaxatotcs kapuecom [3-5,7, 8].

Kak 6bl10 NpoAEMOHCTPMPOBAHO BbIWE, KAMHWUYECKME
nposisneHns Bl 4octaTtouHo pa3sHO0Opa3Hbl U 3aBUCAT OT BO3-
pacta. Hanbonee TUNMYHbIMM Npu3Hakamu 3abonesaHus B
paHHMI MOCTHATANbHbIA MEPUOL SBASKOTCS: MEpPeHOLIeHHas
6epemeHHoCTb (Bonee 40 Hepn.), H6onbliasg macca Tena npwu
poxaeHun (6onee 3 500 r), oTeuHoe NULO, rybbl, BEKM, MONYOT-
KPbITbIA POT C LUMPOKMM, «PaCniacTaHHbIM» S3bIKOM, OKaNn-
30BaHHble OTeKM, MPU3HAKM HE3PENOCTU NPU LOHOLLEHHOM Mo
CpoKky 6epeMeHHOCTW, HW3KWIA, TpybbIii ronoc Mnpu niade,
no3aHee OTXOX/AEHWE MEKOHUS, N10Xas MUTENMU3ALMS NYNoY-
HOWM paHKW, 3aTAHYBLUAACS XenTyxa [2, 5, 7]. Ans anarHoctmku
BI' y HoBOpoaeHHbIx 6blna paspaboTaHa wkana Anrap. Mpu
cymme 6annos 6onee 5 cnenyet 3anofo3pwuts Bl (maba. 4) [7].

B panbHelweMm, Ha 3-4-M MEecC. KM3HW, eC/IM HE Ha4yaTo
NneyeHune, NOSBNSKTCS APYrUe KIMHUYECKUE CUMMTOMBI: CHU-
YKEHHbIM anneTuT, Nnoxas npubaska MacChbl TeNa, METEOPU3M,
3anopsl, CyXoCTb, 61€4HOCTb, WeNyLIeHWe KOXHbIX MOKPOBOB,
rMnoTepMms (XONOAHbIE KWCTW, CTOMbI), IOMKME, Cyxue,
TYCK/ble BOMOChI, MbIlIeYHas runoToHums. B bonee nosgHue
CpoKM, nocne 5-6-ro MecsLa X13HK, Ha NepBbIi NaH BbICTY-
naeT HapacTalowas 3aAepxka NCMXOMOTOPHOro M dusnye-
CKOro pasBuTus pebeHka, obpallatoT Ha cebs BHWMMaHue
KapLMoMeranus, rnyxoCTb CEpPAEYHbIX TOHOB, CHUXEHMWE
apTepuanbHoro aasnenus, bpaaukapams [2, 5, 7].

OnHako BCe BblllenepeyncineHHble KInMHUYecKue nposs-
NEHUS He SBAATCA cneumduyeckummn n B OONbLUMHCTBE
C/ly4aeB He MOTYT rapaHTMpPOBATb PAaHHIOK AMArHOCTMKY Bl
CymTaetcs, uto Tonbko B 5% cnyyaes Bl MoxeT 6biTb 3ano0-
3peH y HOBOPOXAEHHbIX HA OCHOBAHWUM LAAHHbLIX KAUHMYe-
CKOM KapTuHbl [2, 5]. B onucbiBaeMbix HaMKM KAMHUYECKMX
npuMepax y NaumeHToB He Obl10 SBHbIX KIMHUYECKMX NPOo-
aneHunin Bl OHM poannuch B CPOK, UMenn 0BbIYHYH Maccy
Tena, XoTsd y eBOYKM OHa npesbiwana 3 500 r. MoxHo npea-
MONOXWUTb, YTO MEepUMHATaNbHOE MOPAXEHWE LEeHTPanbHOM
HEepBHOM CUCTEMBI, M3-32 KOTOPOro naumeHTka K. Haxoou-
Nacb B OTAENEHWUM HEOHATONOMUHK, @ NauueHT M. Habnogancs
HEBPOJIOrOM MO MECTY XUTENbCTBA, OblNa OLHUM M3 NposBne-
HuiA BI. OgHako gaxe npu TakoM peTpoCNeKTMBHOM aHanmse
Mbl HE MOXEM BblAEeNUTb Kakne-nnbo cneumbuyeckme Kim-
HWYeCKMe NPosBNEHMS, KOTOPbIE MO3BONMMAN Obl BbiSBUTH BI.

B cBA31 C BbICOKOM pacnpoCTpaHeHHOCTbo 3aboneBaHus,
OTCYTCTBMEM SIBHbIX KNTMHUYECKMX MApPKEPOB, BO3MOXHOCTbIO
n36exaTb MHBANMAM3ALMM NPU PAHHEM BbISBIEHWUM M HAa3Ha-
YEeHUW Tepanuu, HaM4YMEM TOYHOrO NabopaTopHOro MeToaa,
nosgonstowlero BbigBUTb Bl B 60ONblUMHCTBE CTpaH MuMpa
NPOBOAMTCS HEOHATaNbHbIN CKPUHMHT Ha BIL B Poccum ckpu-
HWHT nposoamTca ¢ 1992 r. [6]. 3a nepuog 1993-2011 rr.
6b110 06CcnenoBaHo 6onee 15 MAH HOBOPOXKAEHHbIX U BbisiB-
neHo 6 000 cnyuaes BIM[1].

CKpUHWHI NpoBOAMTCA B TpW 3Tana. Ha nepsom 3tane
Ha 3-4-i fleHb Nocne poXAEHUS Y LOHOWEHHbIX HOBOPOX-
[LEHHbIX M Ha 7-14-i y HelloHOWeHHbIX BepeTcs no 6-8
Kanenb KPOBM, Yalle M3 NATKM, HA CneunanbHyo GuasTpo-
BaNbHYyt0 Bymary. BbicylweHHble 06pa3Lbl KpOBM OTCbINAKOT-
€S B CMeunanu3nMpoBaHHyto nabopaTopuio, rae Ha BTOPOM
3Tane onpepensetcd KoHueHTpauusa TTI Yposewb TTT y
HoBOpOXAeHHOro Huxke 20 MEa/n - BapuaHT HopMbl. Bce
o6pa3ubl ¢ TTI 6onee 20 MEA/n nomkHbl 6bITb MCCNenoBa-

Tabnuua 4. llikana Anrap npu nofo03peHUM Ha BPOXKAEH-
Hbli rUnoTHpeos [7]

lynoyHas rpbixa 2
OTeyHocTb 2
Mo3aHee oTxoxaeHue Mekous (> 20 u); 3anopel 2

YKeHckuit non

bnenHoctb; rMNoTepMmnA KOXHbIX MOKPOBOB

Makpornoccus

MbiweyHas runoToHms

[ponoHrMpoBanHas xentyxa (> 3 Hen.)

pr6a9| CyXas KOXa; WenyweHne KOXu

OTKPbITbIA Manblii POJHUYOK (LWMpe 5 MM)

lepeHowenHas bepemenHocTb (> 40 Hep.)

(SO TN B PO O PO RO RO N

bonblwag Macca Tena npu poxaennu (> 3 500 r)
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Hbl MOBTOPHO, KOHLeHTpauus TTI Boiwe 50 MEa/n no3song-
€T 3an0403pUTb TMNOTMPEO3, a Bbiwe 100 MEa/n ¢ BbicOKOW
CTeneHbi BEPOSTHOCTM YKa3bIBAKOT Ha Hanuuue 3abonesa-
Hus. Mpwu BbisBneHnn ypoBHa TTT Bbiwe 20 MEa/n pesynb-
TaTbl NepenpoBepstoTcs, TenedOoHOrpaMMoi CPOYHO nepe-
[A0TCA B MOAWMKAUHWKY, TAE peanusyetcs TpeTuin 3Tan
HeoHaTaNbHOro CKpUHWHra [2, 5, 6].

Mocne B39TMa KpoBM AeTaM C ypoBHeM TTT Bbiwe 50
MEL/n cpasy e, He [OXMOASCb pPe3ynbTaToB, HAa3Ha4YaeTcs
3aMecTUTeNbHas Tepanus NeBOTUPOKCUMHOM. [pK nonyyeHun
HOpManbHbIX pe3ynbtatoB cBT4 u TTI Tepanus oTMeHseTcs.
Bonpoc 0 HasHauyeHun nevyeHus AeTaM, UMeloLnM YPOBHM
TTI 20-50 MEp/n, pelwaeTcs nocne NOBTOPHOIO rOPMOHab-
Horo mnccnepoBanus. [Mpu NOATBEPXAEHWUM AMArHO3a Ha3Ha-
YyaeTcs 3aMecTUTeNbHasg Tepanus B BO3PaCTHbIX A03ax. JeTam,
KOTOpbIM NleyeHune cpasy e He Obl0 HazHayeHo, Heobxoam-
Mbl MOBTOPHbIE OCMOTPbI C onpeaeneHneM yposHen TTT u
c8T4 (4epe3 Hepento, 3aTEM Yepes Mecal), U, e YPOBEHb
TTI HapacTaeT, cnefyeT Ha3Ha4yMTb 3aMeCTUTENbHYO Tepa-
N0 TUPEOMAHbIMK NpenapaTtaMu C AanbHEeNLWMM TLaTeb-
HbIM HabnoaeHneM 3a pebeHkoM [2, 5, 6].

Hawum nauneHTam Ha nNepBOM 3Tane HeoHaTaNbHOro
CKpuHUMHIa 6bin npoBeneH 3abop o6pa3uos kposu. [lanee,
Ha BTOpPOM 3Tane, B NOCTYNMBLWIKX B Nabopatopuio obpas-
Lax Kposu 6bin onpeaeneH yposeHb TTTLY nauneHTkun K. oH
coctasun 164,6 MEn/n, B CBA3M C 4eM Mpu NONYYEHWUU
pe3synbrata Obln NpoBefLeH MNOBTOPHbIKN 3ab0p KPOBWM U
Ha3HayeHa Tepanus N1eBOTUPOKCMHOM. Pe3ynbTaThl peTecTa
noaTeepamnM amarHos Bl v notpeGHOCTb B 3aMecTUTeNb-
HOM Tepanuu TUMPEOUAHbIMW FOPMOHAMMW, MPOAEMOHCTPYU-
poBaB HapacTaHue ypoBHs TTI. Heo6xoaAMMO OTMETUTb, YTO
Bl 6bin BbISBNEH, M Tepanus Obina Ha3HavyeHa Ha 23-M OeHb
XU3HW, T. €. B COOTBETCTBUM C PEKOMEHAALUMAMM «HE MO34-
Hee MepBOro Mecaua XM3HW» [7]. DTO HEeCKoNbKo MO3Xe,
4yeM CpefHMe CPOKM Hayana Tepanuu, TUNUYHbIE NS eBpo-
nemckmx ctpaH. Hanpumep, B [epMaHUM NeveHne HaunMHaoT
B cpefaHeM Ha 8-9-11 aeHb Xu3Hu, B BennkobputaHum - Ha
11-15-1 peHb [7, 9].

U3-3a ympambl uHomponHo20 u XxpoOHOMpPonHo20
3¢¢exmos mupeoudHbIX 20pMOHOB CHUXalOMCA
yoapHbili obveM u yacmoma cepOeyHbIxX
cokpaweHuti. ConpomusneHue nepugepuyecko2o
cocyoucmozo pycsna 8 Nokoe noGbiwieHo, a 06vem
yupkynupyioujeti Kposu CHUXeH

Y naumeHTa M. Ha nepBbix ABYX 3Tanax Takxke Obina npo-
BeaeHa paboTa, OAHAKO HeOHATaNbHbIA CKPUHWHE He Aan
3ddexkTnBHOrO pesynsrata. [lpuynHOW TOMY nocnyxmna
ownbka Mpu yKasaHUM agpeca, N0 KOTOPOMY CeMbS Npo-
XMBana nocne poxaeHuns manbuunka. M 3necb Heobxoammo
NOAYEPKHYTb POJib NeanaTpa B BbIABIEHUN «MOTEPABLUMNX-
cs» naumenToB ¢ Bl Ha nmowckun pebeHka ywno Bpems, u
Tepanus Obina Ha3HaYeHa NULWb Yepes 3 Mec. NoCe poxae-
Hus. CTonb NO34HEe Ha4ano NeyeHns He BCeraa no3Bonset
MOMHOCTbIO M3bexkaTb ocnoxHeHuit Bl OgHako, cornacHo
[laHHbIM aMByNaTOpPHOW KapTbl, K rOAY NaUMeHT He OTCTaBan
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B Pa3BUTUM OT CBEPCTHMKOB. ITO MOXET OblTb pacLeHeHO
KaK OfHa W3 MONOXMUTENbHbIX XapakTepuUCTUK 3PDEKTUB-
HOCTU Tepanuu.

[uncnaHcepHoe HabnoaeHue 3a naumeHTamu ¢ Bl Bkto-
yaeT B cebsg 0CMOTp neamaTpa Uan AeTCKOro 3HAO0KPMHOMO-
ra Kaxzaole ABe HeLenu B TeYeHWe nepBbiX Tpex MecsueB
nocne NOCTaHOBKM AMATHO3a, AaNiee Ha MEPBOM roAy KM3HU
Kaxkable 2—-3 Mec. n B fAanbHelweM Kaxable nonroga. Llenb
nopobHoro HabnwaeHMs — UCCneLoBaHWE YPOBHS TUPEO-
WOHbBIX FTOPMOHOB, KOHTPO/b POCTA U NMCUXOMOTOPHOMO Pas-
BUTUA [7].

JlTabopatopHoe uccneposaHune yposHs TTT n cBT4 npo-
BOAMTCSA Npwu Kaxaom BuauTe. O6 afekBaTHOCTM A03bl 1E€BO-
TUPOKCMHA CyaaT MO KAMHWYECKOMY COCTOSHMIO pebeHka
(oTCyTCTBME CMMNTOMOB TUMNO- W FUNEPTMPEOD3a), YPOBHAM
c8T4 n TTI B CbIBOPOTKE, KOTOPbIE HA POHE 3aMeCTUTENbHOM
Tepanuu O0MKHbl COOTBETCTBOBATb HOPMaslbHbIM 3HAYEHUSAM.
Mpw BI''y neten nepBOro roga »W3HW He BCeraa yaaercs
LOOUTBCS HOPManbHOrO ypoBHS TTI, B CBA3M C YeM B 3TOT
nepuon B OOnblUel CTeNeHW OPUEHTUPYHTCS Ha YPOBEHb
cBT4.B cTapwem Bo3pacTe afeKBaTHOCTb Tepanum oLeHMBa-
t0T no yposHio TTT [7].

BpauebHoe HabntogeHMe HaWKX NaUMEHTOB NOCae yCTa-
HOBKM AMarHO3a OCyLLeCTBASN0Ch B COOTBETCTBMM C OMMUCAH-
HbIMW pekoMeHZaumamMu. [leTn exeaHEeBHO NPUHMMANK
TabneTkn NeBOTUPOKCUMHA B MHAMBMAYANbHO NOLOOPAHHbIX
[03ax. YpoBeHb TMPEOUOHbIX FOPMOHOB MCCIeA0Bancs He
pexe ABYX pa3 B rofy, No pe3ynbTaTaM aHanusa [LEeTCKUM
3HAOKPWHONOrOM MPOBOAMIACH KOPPEKUMS A03bl NEBOTU-
POKCMHA.

AHanNM3 ypoBHS TMPEOUAHbIX TOPMOHOB, B 3aBUCMMOCTH
OT [,03 3aMeCTUTeNbHOW Tepanuu y naumentkn K. (maba. 1),
[LLEMOHCTPUPYET CNIOXKHOCTb Noabopa MaeanbHOW LO3MPOBKM
M HeobXoAMMOCTb HEOOHOKPATHbIX WMCCNEeNOBaHWMIA YPOBHS
TMPEOoUAHbIX FOPMOHOB B Mpouecce pocta pebeHka.

Mpu nocTynneHnu B CTaumMoHap B Bo3pacTe 8 neTy nauu-
eHTa M. Bbinn xanobbl Ha TaXMAPUTMUIO M KNTOXMEY Pe3yib-
TaTbl FOPMOHANBHOrO MCCIELOBAHUSA, HECMOTPS Ha 3aMeCTu-
TENbHYI0 Tepanui NeBOTUPOKCMHOM. Pe3ynbTaTbl MOBTOPHO-
ro rOPMOHANbHOMO MCCNEeLOBaHMS, NPOBEAEHHOMO B CTaLMO-
Hape, NOATBEPAMIM KOMMeHcaumto Bl 4yTo no3Bonunno roeo-
puTb 0 nabopaTopHOW oWKbKe Npu NpeablAyWeM UCccneno-
BaHMM. HeobXxoaMMO OTMETUTb, YTO NpenbsaBASEMbIE XKanoobl
nauMeHTa Ha TaxMapUTMMIO MOMK ObiTb CIEACTBMEM Hea-
[LeKBATHOM 3aMeCTUTENbHOM Tepanuu, YTo 06yC/I0BNEHO UHO-
TPOMHbLIM BAMSHUEM TUPEOUAHbIX FOPMOHOB. [pu obpale-
HWM naumeHToB ¢ Bl ¢ nofobHbIMKU anobamu cnepyeT pac-
CMaTpmBaTb BOMPOC O BHEMJAHOBOM FOPMOHANIbHOM MCCe-
[IOBAHUM ONS OLEHKM TMPEOUIHOrO CTaTyCa.

Kpome nepeyncneHHbiX MccnenoBaHuin, B Te4eHne nep-
BOro roga nocse BbigBneHunsa Bl aucnaHcepHoe HabnwoaeHne
00bIYHO BK/IOYAET OBOLIEKTUHMYECKME U BUOXUMMYECKME
MCcCnenoBaHUs KpOBKM ANg NMOMCKA aHEMUU U TUNepxonecrte-
pUHEMMM BCNELACTBME HEAOCTaTOYHOM KOMMEHCAUMM TMNoTH-
peo3a. [TposoauTtcs SKI, npn HeKOMMNEHCMPOBAHHOM TMMNOTH-
peo3e BbIIBNSOWAs 6paguKapamio U yMeHbLUEHWE aMMIUTY-
bl komnnekcoB QRS. Ixokapanorpadus Takke pekoMeHLo-
BaHa Ha MepBOM oAy XM3HW, 0COBEHHO MpM NO3AHEN AMa-



FHOCTMKE, ANS BbISIBNEHWUS COMYTCTBYIOLLMX BPOXAEHHbIX
MOPOKOB Pa3BUTHUS, @ TaKxKe NpU LEKOMMNEHCALMM TMNoTUpe-
03a C LLenbto 06HapYXeHMS BbIMOTHOIO NePUKapAMTa, CHUXe-
HWS COKpaTUTENbHOW CMOCOBHOCTU Mmokapaa. Kpome 3Toro,
NS YTOYHEHUS MPUYMH OTEKOB M MOWMCKA COMYTCTBYHOLLEN
natonorun Moxet Tpebosatbca Y3 nouek, peHTreHorpadus
KOMIEHHbIX CYCTaBOB M cTon [5, 7].

OueHka Gu3M4ecKoro pa3BuTisa NPOBOAMTCS HA OCHOBA-
HMU OaHHbIX pOCTa U — MpU HEobXOAMMOCTU — KOCTHOTO
BO3pacTa, ONnpefensemMoro npu peHTreHorpadun KUCTem pyk
[5, 7]. Mpwn ananuze rpadumka pocta naumeHTkn K. (puc. 1) mbl
BMOMM, YTO OHA HWKOrAAa He OTCTaBana OT CBEPCTHWKOB W
BCeraa MMena Xopolyk CKOpocTb pocTta. [paduk pocta
nauneHTa WM., MOCTPOEHHbIM Ha OCHOBaHWMW WM3MEpPEHUN B
TeyeHne NOCIeLHMX [BYX JIeT, TakKe AeMOHCTPUPYeT XOpo-
Wy OMHAMKUKY pocTa (puc. 3). OTO elle OOHO KOCBEHHOE
NOATBEPXAEHME AAEeKBAaTHOCTM NMPOBOAWMMOWN 3aMeCcTUTeNb-
HOM Tepanuun NeBOTUPOKCMHOM HALUMX NALMEHTOB.

B css3u ¢ 8bicokoli pacnpocmpaHeHHOCMbIo
3abonesaHus, omcymcmaueM ABHbIX KTUHUYECKUX
Mapkepos, B03MOXXHOCMbIO U3bexxamb
uHsanuousayuu npu paHHeM BbifBeHUU

U HA3HaYeHUU mepanuu, Haau4yueM Mo4YHo20
nabopamopHo20 Memodd, N0380/15i0uUje20
sbiasumb BI;, 8 601bwiuHCMBe cmpaH Mupa
NposooUMCcA HeOHaManbHbIli CKPUHUH2 Ha B

CornacHo pekoMeHOauMsM, Ha MEepPBOM Tomy XM3HWM
naumeHTos ¢ Bl HabntofatoT HEBPOIOT, OTONAPUHIONOT U
OKY/IUCT, @ B CTaplweM BO3pacTe - NWlib NPW HaNM4mMu
nokasaHwuii. B ron pekoMeHayeTcs KOHCYAbTaLMs CypAono-
ra ANg UCKNYEHUS HEeMpPOCEHCOPHOM Tyroyxoctu. B 4-5
net TpebyeTca oCMOTp floroneaa ANs BbiIBNEHUS HapyLle-
HUS peyn. TTpU CHUXKEHUM MHTENNEKTYaNbHOro Pa3BUTUS
nauMeHTaM MoXeT OblTb peKOMeHA0BaHA KOHCY/bTaLus
ncuxonora [1, 5, 7].

Ha npotseHuM m3HM naumeHtka K. HeooHOKpaTHO
6bln1a OCMOTPEHA OKYIMCTOM M oToNapuHronorom. lNo noeoay
aCTeHO-HEBPOTUYECKOIO CMHAPOMA OHA C PaHHEro Bo3pacrta
Habntoganack y HeBponora. [leBoyka HUKOrAa He OTCTaBana
OT CBEPCTHMKOB B pa3BuTuK. MNpu KOHCyNbTaLuKn noroneaa B
BO3pacTe 5 neT 2 Mec. HapyLWeHWit peymn y naumeHTKn Takxke
He OblNo BbISIBNEHO.

MauneHT M. Takxke HabntoaaeTcs HEBPOMOrOM NO NOBOAY
ACTEHO-HEBPOTUYECKOTO CMHAPOMA U (YHKLUMOHANBHOIO
HapyleHns cHa. HeobxoaMMO OTMETUTb, YTO, HECMOTPS Ha
Ha4yano Tepanuu B 3 MeC., OH Y4uTCS B OObIYHOW LUKOSE.
OpHako npu KOHCynbTaumu noronefa B Bo3pacte 8 ner
BbiSiB/IeHO 0bllee Heaopa3BUTME peun, aucrpadus u amc-
NEKCUS, YTO MOXKET ObITb CNEACTBMEM OTHOCUTENBHO MO3aHE-
ro Havyana 3aMecTUTEeNbHOM Tepanuu NEBOTUPOKCMHOM U
TpebyeT nefarorMyeckoi KoppekLmu.

Elle ogHO BaxkHOe HanpasneHue B 06Cnef0BaHMM Naum-
eHTOB C Bl - yTOo4yHeHne nokanusaumm u cTpykTypbl LK.
Mepsoe Y3M UK pekomeHayeTcs MpoBOAMTb HAa NEpPBOM
roay >ku3Hu. Mpu OTCYTCTBMM ee B TMMMYHOM MeCTe nocne

[OCTUXEHMS 5 neT pekoMeHAyeTCs NpoBeAeHWe paanonso-
TOMHOrO CKaHMPOBaHWS. [py1 U3MEHEHWUM CTPYKTYPbI XXenesbl
NpY HanM4YMM MOKA3aHWI NPOBOAMTCS MYHKLMOHHAas buon-
cug. Ewe oaHO BO3MOXHOE YTOYHAKOWEEe MCCIefoBaHWe -
onpeAeneHne ypoBHA TupeornobynuHa. [lokasatenu ero
3HAUUTENBHO CHWXEHbI Npu annasmu X u ymepeHHO cHu-
XeHbl npu akTonuw [7, 10].

Y naunenta M. LXK 0BbIYHON CTPYKTYPBbI, yMEHbLIEHA B
pa3sMepe, pacnonoXxeHa B TMMIMYHOM MeCTe Ha Luee, N03To-
MYy LOMONHWUTENbHbIE UCCNeA0BaHMSI eMY HE NPOBOAUINCS.
Y naumeHTkn K. LXK npu Y3 He 6bina obHapyxeHa, B
CBSA3M C YeM Obl0 3aNNaHMPOBAHO PaAMOM30TONHOE CKa-
HUpOBaHue.

B cootBetctBMM € KnnHnyecknumu pekoMerngaunamm [7],
naumeHtke K. nocne goctmxkeHuns 5-netHero Bo3pacta 6bina
nposeaeHa cumHTMrpadus ¢ *°Tc. Mpu Bl yale BbisBngeTcs
akTonua LXK (35-42%), Heckonbko pexe — areHe3us (22-
42%) wnn runonnasua (24-36%) [1, 4]. BoigBneHHbI y
naunenTkn K. BapuaHT AWCTONUM B CYBAUHIBaNbHYIO
061acTb 9BN9ETCH OAHUM U3 Hanbonee pacnpoOCTPaHEHHbIX.
TsKecTb rMNOTMPEO3a NPU 3TOM MOXET ObiTb Pa3nnyHa, T. K.
4acTo pyAMMEHTapHas 3KTonuMpoBaHHas TkaHb LK pocta-
TOYHO AOMr0 COXPaHseT CBOK GYHKLMIO M MpoayuupyeT
TupeouaHble ropmoHbl [7, 10]. bnaronaps BpeMeHHoM oTMe-
He NeBOTMPOKCMHA MpW MOATOTOBKE K CLMHTUrpaduu Mbl
CMOMNIM OLEHUTb YPOBEHb CEKPELMU TUPEOUAHbIX FOpMO-
HOB Y Halllel NauMeHTKM Ha «4ymcTom» doHe. Heobxoamnmo
NoAYepKHYTb, YTO CTOMb ANUTENbHAS OTMEHa 3aMeCTUTENb-
HOW rOpPMOHANbHOWM Tepanuu MoxeT OblTb onacHa npu Bl'y
[leTell paHHero Bo3pacTa. Pe3ynbTaThl aHaNUM30B — Bblpa-
XeHHoe nosbiweHne TTI Npu CHWXKEHHBIX YPOBHAX CBT3 #
c8T4 - elwe pa3 NoATBEPAMAM HaNMuME TMNOTMPEO3a, YTO
Obl10 OYEHb BAXHO AN pOLMTENei, COMHEBAaBLUMXCS B
LenecoobpasHOCTM 3aMeCTUTENbHOM Tepanuu. Tak e Kak U
onpenensembliii ypoBeHb CBT4, HOPManbHbI YPOBEHb TUPeE-
ornobynnHa NO3BOAMA KOHCTAaTUPOBATb, YTO TMMOMAA3NPO-
BaHHas 3KTONMMpPOBaHHasg TKaHb LK coxpaHseT cBot dyHK-
LMI0, @ HU3KMI YPOBEHb aHTUTUPEOMIHbIX aHTUTEN CBUAE-
TenbCTByeT 06 OTCYTCTBMM ayTOMMMYHHOIO nopaxeHus LK
(maén. 2).

Y naumneHTa M. nokasaHui K NpOBEAEHMIO CLMHTUIPaGUK
¢ %9Tc, cornacHo POCCUIACKMM KNMHUYECKMM PEKOMEHALMAM,
He 6bino, T. K. npu Y3W runonnasuposarHas WK onpepens-
eTcs B TunnyHoM mecte. OgHako HeobX0aMMO OTMETUTD, UTO
B cTpaHax EBponbl, B 0Tnnyme ot Poccuun, cunHtnrpadus LK
npoBoAnTCA BCeM AeTaMm C Bl He3aBucMMmO OT BO3pacTa.
Hapsny c nokanusauuei, pasmepamum U 0CODEHHOCTAMM
cTpykTypbl LXK, 370 nccnenoBaHne oeMOHCTpUpYeT akTuB-
HOCTb 3axBaTa noaa [7, 10].

CornacHo faHHbIM NMTEPaTYpbI, B CBA3M C 0COBEHHOCTS-
MK naTtoreHesa Bl npu pedektax pa3nuyHbiX reHoB, yya-
cTBytOWMX B perynsumm dopmupoBanmsg LUK m cmHTesa
TMPEOMIHbIX FTOPMOHOB Ha pa3HbIX 3Tanax, y LeTewn BblCOKa
BEPOSATHOCTb COMYTCTBYIOLLEN NATONOTMM [aXKe Npu CBOEB-
pEMEHHO Ha4yaToOM nevyeHun. AHanM3 COYeTaHMS KAMHUYe-
CKMX CMMMTOMOB, B T. Y. aKTUBHOCTM 3axBaTa Mofa, MOXeT
NOMOYb B MONEKYNSPHO-TEHETUYECKON auarHoctuke Bl
(ma6a. 5) [10].
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Tabnmua 5. Haubonee pacnpocrpaHeHHble MONEKYNSPHO-TEHETUYECKME NPUYM-

Hbl Bl [10]

[eH Tupeonepokcuaasel (TPO), Hopma 1nu 306, HapyLeH Her
AYTOCOMHO-PeLeCCUBHbI 3axBar iofia B Xxofe TecTa ¢

Nepxa0paToM npyu NpoBeaeHnH

CUMHTUrpadum

[eH TpaHcnopTepa Hopma unu 306, oTcyTcTByeT Her
iopnaa Hatpus (NIS), MNOTOLLEHNE HOAA MK TeXHe-
aYTOCOMHO-PELIECCHBHBIN LSl NpY CLAHTArPadHM
[eH Tupeornobynuta (7G), 306 Her
AYTOCOMHO-PELIECCUBHBIN
Thox2, Hopma TpaH3MUTOPHbI rUNOTUPEO3
aYTOCOMHO-PELIECCHBHbIN Y TeTePO3MTOTHbIX MAaLMEHTOB
[eH neHopuHa (SLC26A4), 306 HelipoceHcopHas TyroyxocTb
aYTOCOMHO-PeLIECCHBHbIN
[eH TMpeouaHoro B-peuentopa 306 HeilpoceHcopHas TyroyxocTb, CUH-
(TRHB), ApOM AeduunTa BHUMAHHS
AYTOCOMHO-PELeCCUBHbIA K 1 TMNepaKTUBHOCTH, yMCTBEHHAS
AYTOCOMHO-AOMUHAHTHBI 0TCTaN0CTb
[en TTl-peuentopa (TSHR), [unonnasus Her, nosbiweHHbli TTI

ayTOCOMHO-pELlECCVIBHbIVI

Y TeTEPO3UTOTHLIX NALMEHTOB

PAX-8,
ayTOCOMHO-AOMUHAHTHbIN

[Mnonnasusa u 3kTonus

Mopoku pa3BuTUA MoYeK

FOXE1,
QYTOCOMHO-PeLLeCCUBHbII

[Mnonnasus

He3apalueHue BepxHero Heba,
aTpesns X0aH, KyapsBble BOJOCI,
3aflepXKa pasBuTHS

NKX 2.1,
dyTOCOMHO-A0MUHAHTH bliA

MHTepecHo, 4To A0 85% cnyyaeB NpUXoAMTCS Ha cnopa-

Annasus, runonnasus, HopMa

XopeoareTo3 (natonoruyeckue aBuxe-
HWA Tena, COYETaloLLMe XOpeto 1 aTe-
T03), NATONOINA NIETKWX, yMCTBEHHaS!
0TCTa/I0CTb, aHOMANUM TUMOTAIaMyCa

yeckmx cnyyaax BIM He npusen K uMHBa-
nvamsaumu. [letm H1u4Yem He OTAMYatoT-
€4 OT CBEPCTHMKOB, Pa3BMBAIOTCA COOT-
BETCTBEHHO BO3PaCTy M y4aTcs B 06blY-
HbIX LWKonax. JocTurHyto 370 6bIIO
6naronaps sbissneHuto Bl npu HeoHa-
TaNbHOM CKPWHUWHIE, Ha3HaYeHuto
a[eKBAaTHOM 3aMeCcTUTeNbHOM Tepa-
MUK M NPaBUNbHOMY AMCNAHCEPHOMY
HabaAeHNIO 33 NaLMeHTaMU.

HeobxooMMO NOAYEpPKHYTb POSib
neovartpa B HabnwoaeHWM 3a NOA06HbI-
MW  nauueHTamu. [pu  BbISIBNEHMM
BbICOKOro ypoBHs TTI B xoae HeoHa-
TaNIbHOr0 CKPUHWHIA MMEHHO Ha Mieyn
neamaTpa NOXWMTCS OTBETCTBEHHOCTD 3a
CBOEBpEMeHHOe UHOOpMUpOBaHUE
poauTenei nauMeHTa, CpoYHoe Hanpas-
NeHne Ha peTecT M K AETCKOMY 3HAO-
KpuHonory. B cutyaumu, korna pebeHok
He MOXeT perynspHo nocewatb AeT-
CKOro 3HOOKpMHONOra, 0COBEeHHO Ha
NepBOM rofly XXM3HW, KOHTPONb GU3nye-
CKOr0 M MCUXOMOTOPHOrO PasBUTUS
OCYLLEeCTBNAETCS TaKxke MeanaTtpom.
KonoccanbHoe 3HayeHue WMEET KOH-
TakT negnaTpa c poamTensgMu 60nbHOro
pebeHKa, T. K. BXXHO ybeauTb CeMbto
nauMeHTa B He0OX0AMMOCTU exefHeB-
HOro npuveMa 3aMecTUTENbHOM ropMOo-
HaNbHOM Tepanuu NeBOTUPOKCUHOM.
Taknum o06pasom, nenmatpbl Urpatot
OfHY W3 K/IOYEBbIX pONelt B BeLeHUH
nauneHTos c BI.

omdecknin Bl Kak y Halwmx nauneHToB, M anwb 15% - Ha
HacneacTBeHHbI [1, 4, 5]. YuuTtbiBas otcyTcTBHe 306a, OTAro-
LEHHOM HACNeaCTBEHHOCTM M COMYTCTBYIOLLEN NATONOTMKU B
OMMUCAHHBIX KITMHUYECKMX MPUMEPAX, Mbl HE MOXEM MNpepano-
NOXKWTb, AedeKT Kakoro 3 MHOMOUYMUCIEHHbIX FEHOB, y4aCTBY-
fowmx B popmMupoBaHmm LXK 1 cMHTE3e ropMOHOB, MOT CTaTb
npuynHon BI.

HecMoTps Ha pacTylwmit MHTEpeC K MONeKynspHo-reHe-
TUYECKOM AMArHOCTMKE SHAOKPUHHBIX 33001€BaHMI 1 aKTUB-
Hoe BHeapeHue noaobHbIX MCCNenoBaHWM, HeobxoamMo
NoAYEPKHYTb, YTO BbISBNEHME KOHKPETHOM MONEKynsapHO-
reHeTUYeCKOoM NpUUMHbl Bl HUMKAK He BAMSIET Ha NeyeHue,
KOTOpoe HasHauyaeTcs nauneHty ¢ Bl MonekynspHo-
reHeTM4eckas AMarHoCTMKa MOXET ObITb Mofe3Ha 4ns yTou-
HEHUS MPUYMH COMYTCTBYHOLLMX 3a00NeBaHUA U reHeTnye-
CKOTrO KOHCYNbTMPOBAHUS CEMbM.

3AKNTIOYEHME

BpoxaeHHbI rMnoTMpeos B ciyyae No3gHeN AUarHoCTU-
KW MOXET ObITb MPUUYNHOM TSHKENBIX HEODOPATUMBIX HapyLle-
HWIA pa3BuTUg pebeHka. B npoaeMOoHCTPUPOBaHHbIX KIUHM-
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