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KINMMHWYECKME PEKOMEHZALINNA

KNWHUYECKUE PEKOMEHOALUW «BPOMXAEHHbBIA TMNOTUPEO3»
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2MOCKOBCKUI LLEHTP HEOHATaNbHOIO CKPUHMHIA MOpPO30BCKOI AETCKON ropoACKOoN KNMHNYecKon 6onbHULbI, MoCKBa,
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BpO)KAEHHbIIz rMNoTUpPEOD3 ABNAETCA aKTyaanon I'Ip06J'IEMOI7I aetckom SHAOKPUHONOIrnmM, HO CBoEBpPEMEHHAA ANAarHOCTUKa
N neyeHme NO3BOJIAIOT NPeAOTBPATUTb Pa3BUTUNE TAXKEbIX CJly4aeB 3aboneBaHus. Pa3pa60TaHHb|e KNNHN4YeCKne pekomeH-
Aaunn ABNAKTCA pa60‘-IVIM NHCTPYMEHTOM MPaKTUKYIOLWEro Bpaya, NX Uenesas ayautopmna — 3TO AeTCKMe SHOOKPUHOJIOMn
n negmaTtpbl. B Hux KPaTKO 1 NOTMYHO N3JTOXKEHDbI OCHOBHbIE MOJTOXKEHNA 06 onpepeneHnn 3aboneBaHus, anuaeMmmonornn,
KJ'IaCCVI(I)VIKaLl,I/II/I, mMeTofax ANarHOCTUKM COCTOAHUA U nevyeHusa, 6a3|/|pyrou.|,l/|xc;| Ha npurHUmMnax JoKasaTenbHON MeguLMHbI.
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Congenital hypothyroidism is an important issue of pediatric endocrinology at which timely diagnosis and treatment can
prevent the development of severe cases of the disease. The developed clinical guidelines are a working tool for a prac-
ticing physician. The target audience is pediatric endocrinologists and pediatricians. They briefly and logically set out the
main definition of the disease, epidemiology, classification, methods of diagnosis and treatment, based on the principles of

evidence-based medicine.
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CNUCOK COKPALLEHUI
Br — BPOXKAEHHbIN r’MNOTUPEO3
mc — runoTanamo-runodpursapHasa cucrema
m — FUMOMUTYUTaPU3M
Jr — NIOTENHN3MPYIOLLMIA FOPMOH
MPT — MarHUTHO-pe30HaHCHaA Tomorpadus

rnnpe — npexJaeBpemMeHHoe rnosioBoe pasBuTue
T — TupeornobynuH

TPT — TUPEOTPONVH-PUNTN3NHT-TOPMOH

TTT — TUPEOTPONHbIN FOPMOH

TAB — TOHKOUTONbHasA acnupauroHHas buoncusa
VR — YNIbTPa3BYKOBOE nNcc/iejoBaHme

ocr — $oONNNKYNOCTUMYNMPYIOLLNIA FOPMOH

4cc — YacToTa CepAEYHbIX COKpaLleHni

LK — WMTOBMNAHAA XKenesa

JKI — 3neKTpoKapauorpadus

OxoKlI — axokappguorpadus

SD — CTaHJapTHOE OTKNOHEHNE

SDS — KO3 PULMNEHT CTAHAAPTHOIO OTKJTIOHEHUS
T, — TPUAOATUPOHVH

T, — TUPOKCUH
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LHC — LieHTpasibHaA HepBHaA cucTema

IQ — intelligence quotient (c aHrn. Ko3bbULNEHT UH-
TennekTa)

WISC  — Wechsler Intelligence Scale for Children (tect
Bekcnepa)

TEPMWHbI N ONPEAENEHNA

TMNOTUPOKCNMHEMUNA — HEeJOCTAaTOYHOCTb TUPEOUOHbIX
rOPMOHOB.

HeoHaTanbHbIN CKPUHUHI — MaccoBoe obcnegoBaHue
BCEX HOBOPOXAEHHbIX AETEN Ha r’MNOTUPEO3 C OnpeaeneHu-
em TTT B KanunnapHOW KPOBW, NO3BOJSIOLLEE BbIABUTb O0JIb-
WWMHCTBO CJlyyaeB 3aboneBaHWA Ha JOKIMHUYECKOM STare
1 CBOEBPEMEHHO Ha3HauaTb 3aMeCTUTESIbHYIO Tepanuio.

Auncrenesmna WX — cTpyKTypHOe HapylleHune WnTo-
BUOHOW »Kene3bl, CBA3aHHOe C AedeKTomMm 3MOpUOoHasb-
HOrO pPa3BUTUA TUPEOUAHOWN TKaHW, NpoABAAlLWeecA
annasunen, remmareHesnen, rMnonaasnen UM 3KTonnen

(ancTtonunen).
[OncropMmoHoreHes — HapylleHne BbIPAabOTKA WAn
TPAHCMoOpTa TUPEOMAHbLIX TOPMOHOB,  BO3HMKalOLlEe
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CLINICAL GUIDELINES

BCneacTeme pepmeHTaTBHbIX fedekToB (opraHuduKaLmm
nofa, crHTe3a TMPeornobynnHa, TMPeonepoKCcMaasbl U T. 4.).

MepBUYHBbIN rMNOTUPEO3 — KIIMHNYECKNI CUHOPOM,
pa3BUBAOWMNCA BCNeACTBME HeJOCTaTOUYHOW MpoayKuun
TUPEONIHbIX TOPMOHOB MO NPUYNHE NEePBNYHON NaTONOrUK
B camonm LK.

BTopuuHbIN rMNOTUPEO3 — KIMHNYECKUA CUHOPOM,
pa3BUBAOWMNCA BCNeACcTBME HeJOCTaTOUYHOW MpoayKuun
TTT npu oTCcyTCTBMM nepBuYHOWM natonormm camon LK,
NpUBOZALLEN K CHUXKEHUIO ee GyHKLUN.

TpaH3UTOPHDbIN FMNOTUPEO3 — COCTOAHNE BPEMEHHOW
rMNOTUPOKCMHEMUY, CONPOBOXKAAIOLWeecA noBbiweHnem TTT.

1. KPATKAA THOOPMALA NO 3ABOJIEBAHUIO
Nnn COCTOAHUIO.

1.1. OnpepeneHune 3a6oneBaHnsA WIN COCTOAHUA.

BpoxxpeHHbli runotupeos (BF) — ogHo 13 Hambonee
YacTo BCTPEYAILWMXCA BPOXKAEHHbIX 3aboneBaHun LXK
y OeTeln, B OCHOBE KOTOPOro NIeXNUT NOJTHAA WM YacTUYHaA
HeOCTAaTOYHOCTb TUPEOUAHbBIX TOPMOHOB, MNPMBOAALLAA
K 3afilepXKe pa3BUTMA BCEX OPraHOB U CUCTEM OpraHM3mMa
npuv OTCYTCTBUM CBOEBPEMEHHO HayaToro neyenus [1].

1.2. OTonorva v naTtoreHes 3aboneBaHnA NN COCTOAHUA

(rpynnbi 3a6oneBaHuii UM COCTOAHMIA).

B — reTeporeHHas no stronorum rpyrmna 3abonesaHuid, 06-
YCIOB/EHHBIX Yalle Bcero MoppodyHKLMOHANBHOM He3peno-
cTbio LLPK, pexke — runotanamo-runodusapHoin cuctembl (IMC).

[MNOTUPOKCUHEMUA MPUBOAUT K Pa3BUTMIO MeTabonu-
YECKMX HAPYLUEHUN, CHUPKEHUIO CKOPOCTU OKUCIUTENbHbIX
MPOLECCOB 1 aKTUBHOCTY pEPMEHTHbIX CUCTEM, MOBbILIEHNIO
TPaHCMEeMOPAHHOWN KNETOUYHOW MPOHMLAEMOCTU U HaKome-
HMIO B TKAHAX HELOOKUC/IEHHBIX NPOAYKTOB 06MeHa. Jedu-
LMT TUPEOUIHbIX FOPMOHOB rpyb0 HapyLllaeT npoLecchl po-
cTa, AnddepeHUNPOBKI BCEX TKAHEN 1 CUCTEM OpraHM3Ma.

Bonblue apyrux oT HegoCTaTKa TMPEOUAHBIX TOPMOHOB
y pebeHKa CTpafaeT UeHTpanbHas HepBHasa cuctema. Hus-
KU YpOBEHb TUPEOMAHBIX TOPMOHOB, OCOOEHHO B MepBble
MeCsALbl KWU3HW, NPUBOANT K 3afiepXKKe MpoLeccoB MUenu-
HM3aLMN HEPBHbIX BOJIOKOH, CHVXKEHVIIO HAKOMIEHNA NUMNK-
[I0B U MIKONPOTENAOB B HEPBHOW TKaHW, UTO B UTOre Bbl-
3bIBaeT MOPPOdYHKLMOHANbHbIE HAPYLLIEHNA B MeMOpaHax
HeMpPOHOB NPOBOAALMX NyTeln Mo3ra.

HeobpatumocTtb nospexgeHuin LIHC npu BpoxgeHHOM
rMnoTMpeo3e B YCJIOBUAX OTCYTCTBUS JiIeYeHMs CBf3aHa
C 0COBEHHOCTAMN pOCTa M CO3PEBAHUA FOJIOBHOrO MO3ra
HOBOPOXAEHHOTO.

B nepvopg makcMmanbHOro pocta m akTMBHOIO Hempo-
reHesa, KOTOpbI NPUXOANTCA Ha NepBble 6 MeC XU3HU pe-
6eHKa, MO3r OKa3blBaeTcA 0COBEHHO YyBCTBUTESNEH K HebNa-
ronpuATHBIM BO3AENCTBUAM, B TOM UACIIE U K HELOCTATKY
TUPOKCKHa. [o3ToMy TpeouaHaa HeJOCTaTOYHOCTb B Kpu-
TUYeCKoM nepuroge Hanbonee bbicTporo passutua LIHC 3a-
IepXMNBaeT ee CO3peBaHve, NpUBOLA K Heobpatumon ym-
CTBEHHOW OTCTanocTu [2-6].

1.3. dnugemuonorua saboneBaHnsa AN COCTOAHNA

(rpynnbi 3a6oneBaHuii UM COCTOAHMIA).

Yactota BpPOXKAOEHHOTrO TMMNOTUPEO3a  Konebnetcs
oT 1:3000-4000 HoBopoOXAeHHbix B EBpone n CeBepHon
Amepuke po 1:6000-7000 HOBOPOXAEHHbIX B AnoHuwW.
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Y nuu HerpouaHon pacbl 3aboneBaHWe BCTPeYaeTca Ao-
cTaTouHo pepko (mpumepHo 1:30 000), a y natmHoamepwu-
KaHLEeB, HanpoTuB, YacTo (1:2000). Y aeBouek 3aboneBaHune
BCTpeyaeTca B 2-2,5 pasa valye, yem y manbumkos. Pacnpo-
cTpaHeHHocTb Bl B Poccuiickonn Qepepauunun, no pesynb-
TaTaM HeOHaTaNlbHOrO CKPWHWHra, coctaBndeT 1 cnyyan
Ha 3600 HoBOpOXAeHHbIX (1997-2015) [2, 71.

1.4. Oco6eHHOCTN KOANPOBaHNA 3a6oneBaHnsa

WY COCTOAHUA (rpynnbl 3a60sieBaHUIA AV COCTOAHNIA)

no MexxayHapoAHoOI CTaTUCTUYECKON Knaccupukaumm

6onesHel 1 Npo6nem, CBA3aHHbIX CO 340pPOBbeM.

E03.0 BpoxzaeHHblli runotupeos ¢ andodysHbiM 3060M.
306 (HETOKCMYECKNIA) BPOXKAEHHDIN MapeHXUMATO3HbIN.

E03.1 BpoxxAeHHbI runoTnpeos 6e3 306a. Annasus wu-
TOBUAHOW Xene3bl (C Mukcegemon). BpoxaeHHaa atpodus
LWNTOBUAHOW »Kefe3bl.

E07.1 [ucropmoHanbHbin 306. CemenHbIi ANCropmo-
HanbHbIV 306. CuHapom MeHgpepa.

E07.8 [1pyrue yTouHeHHble 60N1e3HN LWMTOBUAHOW Xene-
3bl. [ledpeKT TMPOKCUHCBA3bIBatoLero rnobynnHa. Kposous-
NUsIHVE B WMTOBUAHYIO Xenesy. MIHbapKT WUToBUAHON Xe-
ne3bl. CAHAPOM HapyLLeHWA SyTUpeosa.

1.5. Knaccupukauyma saboneBaHuA uam COCTOAHNSA

(rpynnbl 3a6oneBaHunii AN COCTOAHMIA).

Mo ypoBHIO nopa)eHusa (Havbonee pacnpoCTpaHeH-
HaA Ha CerofHALIHWI JeHb).

MepBUYHDbIN rMNOTUPEO3.
[dwncreHesua WUTOBNOHONW »Kenesbl (HapylleHne cTpoe-

HUA W 3aKNagKu):

« areHesus;

« runonnasus;

+ remMmareHesus;

+ anctonua (A3blyHag, NOAbA3bIYHAA, CPeAVHHasdA, 3arpy-
JVIHHas).
HdncropmoHoreHes (HapylleHue CUHTE3a TUPEOUAHbIX

rOPMOHOB):

« pedekT TpaHcnopTa nofaa (MyTtauma reHa SLC5A5 (NIS));

«  pedeKkT nepokcnpasHol cuctemsl (MyTauus reHos TPO,
DUOX2, DUOXA2);

«  pedeKT cmHTe3a TpeornobynuHa (MyTauus reHa TG);

« cnHgpom MNeHppepna (MyTauma reHa SLC26A4);

«  pedekT geriognpoBaHusa (MyTauwmsa reHa /YD).
LieHTpanbHbI rMnoTupeos (BTOPNYHbDIN, TPETUYHbIN):

+  COYETaHHbIN aedpuunT rnnodmrsapHbIX rOPMOHOB (r1no-
NUTYUTapu3Mm):

+  V30/IMPOBAHHbIV AeprUUT TMPEOTPONHOro ropmoHa (TTT).
Mepundepnyeckana pe3snNCTEHTHOCTb K TUPEOMAHbIM

ropmoHam (myTauum reHoB TRHA n TRHB).

TpaH3UTOPHbIN FIMNOTUPEO3.

Mo cmeneHu maxecmu.

JlaTeHTHbI (Cy6KNNHNYECKNI1) — NOBbILLEHHbIN YPO-
BeHb TTI Npy HOPManbHOM YPOBHe CBOOOAHOIO TUPOKCHU-
Ha (T,).

MaHudectHbIn — runepcekpeumsa TTI npu CHUKEHHOM
ypoBHe cB060AHOr0 T,, HafMuMe KNNHNYECKNX NPOABIEHMIA.

Takenoro TeyeHnA (0CNIOKHEHHDII), NPV KOTOPOM MO-
XeT OblTb KPeTVHU3M, cepfieyHas HeJOCTaTOYHOCTb, BbIMOT
B CEPO3Hble MNONIOCTY, BTOPUYHAA afeHoMa runodusa.
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o cmeneHu KomneHcayuu:

>  KOMMEeHCUPOBaHHDIN;

>  BeKOMMNeHCMPOBaHHbIN.

OCnoXKHEHHBIN TMNOTUPEeO3 (Kak NpaBWIO, He pacnos-
HaHHble BOBPEMS, 3amnylleHHble ciydyau 3abonesaHus) Ge3
CBOEBPEMEHHO HA3HAYEHHOW W MPaBUIbHO MOAO6GPaHHON
3aMeCTUTeSIbHON MefKaMeHTO3HOW Tepanunumn MOKeT npuse-
CTW K Pa3BUTUIO FTMOTUPEOUAHON (MUKCELEMATO3HOW) KOMbI.

B nopaenstowem 6onblumHcTBe criyyaes (85-90%) nme-
eT MecTo nepBuYHbIn Bl Cpegu nepBMYHOro rmMnoTnpeosa
85% cnyvyaeB ABMATCA CNOPagUMYecKMu, GONbLUMHCTBO
13 HUX 0bycnoBneHo ancreHesuen (3mbpuonatuen) WnTo-
BUAHoOWM »ene3bl (LLIXK). Mo gaHHbIM pa3nnyHbIX aBTOPOB, are-
He3usa LXK BcTpevaeTca B 22-42% cnyyaes, B 35-42% cny-
YyaeB TKaHb »Kene3bl SKTONMUPOBaHa, B 24-36% nmeeT mecTo
runonnasus WX [8-12].

lopaspo pexe (5-10%) BCTpeyaloTCA BTOPUYHBIA UK
TpeTnyHbIi Bl, nposBnsowmecs n3onnmpoBaHHbIM fedurm-
Tom TTT mnu runonutymntapmsmom (M) [9-13].

Ocoboi popmoii Bl ABnaeTcsA TpaH3UTOPHbIV TMNoTipe-
03 HOBOPOX[eHHbIX. ITa popma 3aboneBaHMsA yalle BCErO
HabniofaeTca B permoHax, SHAEMUYHbIX MO HELOCTATKY Mofa.
TpaH3UTOPHBIN MMNOTUPEO3 MOXKET BO3HUKHYTb 1 B pe3ysib-
TaTe He3PenoCTU CUCTEMbI OpraHndrKaLmm noga, ocobeHHo
Y HE[JOHOLLEHHbIX, HE3PEeSbIX HOBOPOXKAEHHbIX. K pa3Butuio
TPaH3UTOPHOIO TUMOTUPEO3a Y HOBOPOXKAEHHOTO MOXET
NpuUBOANTb MPYEM MATEPbIO BO Bpems 6epeMeHHOCTU Tupe-
OCTaTUYeCKMX N ApYrux npenapaToB, HapyLLaloWmMX CUHTE3
TupeongHbix ropmoHoB LK nnopa. OnuvcaHa TpaHcnna-
LeHTapHasA nepefavya MaTePUHCKNX OTOKMPYIOLLMX aHTUTEN
K peuenTopy TTT [1].

B cBA3M € pa3BUTUEM METOOOB MOJIEKYNAPHO-TeHeTNYe-
CKOrO aHanusa B3riAfbl Ha STUONOTMIO BPOXAEHHOTO rnmno-
TUpeo3a B NocseHne rogbl BO MHOroM M3MeHUnm1cb. Ha ce-
rOAHAWHNIA AeHb NAeHTUPULNPOBAH PAL FreHOB, MyTaLuu
KOTOPbIX MPUBOAAT K HapyLIEHUAM 3aKnagKu, MUrpaumu,
anddepeHyuposkn LXK, nepektam cnHTesa TMpeongHbIX
FrOPMOHOB, HapyLIEHUAM FMNOTaNamo-runodrsapHol ocu.
OtcyTctBre crneundrnyeckrx CUMMMTOMOB, XapaKTepHbIX
Ons onpefeneHHOro reHetTuyeckoro aedekra, He MO3BO-
nAeT MPOBOAUTb W3ONMPOBAHHYI0 AUArHOCTMKY OfHOro
reHa gns ngeHtudumkayum mytauyun. Hanbonee wnpoko us-
yuyeHbl BapuaHTbl gucreHesum WX, ogHako nokasaHo, 4yto
HapyLlleHne 3aKnafKky 3TOr0 XM3HEHHO BaXXHOro opraHa
accouMmpoBaHoO C MyTaLMAMU reHOB TONbKO B 2% cnyya-
€B, B OCTaJIbHbIX CJIy4yasax NPUUYMHA OCTAETCA HEN3BECTHOM.
B cTpyKType HacnefctBeHHbix Gpopm 3aboneBaHus npeob-
nagalowummn npuynHamn passutna Bl ssnstotca gedekTol
reHOB AUCrOPMOHOreHe3a, 0 YeM CBUAETENbCTBYIOT Pe3y/b-
TaTbl MOJIEKYNIAPHO-TeHeTNYeCcKoro aHanusa [10-17].

1.6. KnnHnyeckasa KapTuHa 3ab6oneBaHnA Uan COCTOAHUA

(rpynnbi 3a6oneBaHuii UM COCTOAHMIA).

KnuHunyeckvue npossneHnsa runotnpeosa.

KnuHnyeckne npoasBneHnsa n TedyeHne rmnotmpeosa cy-
LeCTBEHHO pa3nuyatoTca y nuu pasHoro Bo3pacTta (1, 14-18].
B metckom BO3pacTe OHM 3aBUCAT OT Neprofa MaHudecTa-
uum 3aboneBaHus, ANUTENIbHOCTY CMHAPOMA FMMNOTMpPeOo3a
1 CPOKOB Hayana 3amectutenbHon Tepanuu. Ha 1-m mecaue
XM3HU pebeHKa, Korga paHHAA AMArHOCTMKA KpamHe Ba-
Ha, TUNMYHAA KNVHUYecKan KapTuHa Bl Habnogaetcs Bcero
B 10-15% cnyyaes.
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Bl y HOBOpoOXAeHHbIX MNpoABnAeTcA caenyowmnmn
CUMMTOMaMM:

+ nepeHoleHHasa 6epemeHHOCTb (6onee 40 Hep);

- 6onbluas Macca Tena npu poxaeHun (6onee 3500 r);

+  OTeYHOe NnLO, ry6bl, BeKU, NONYOTKPLITLIA POT C LIMPO-
KWM, «pacriacTaHHbIM» A3bIKOM;

+  JIOKaNM30BaHHble OTEKM B BUAE MIIOTHBIX «MOZYyLIeYeK»
B HaOKJIOUNYHBIX SIMKAX, TbUIbHbIX MOBEPXHOCTAX KU-
cTen, cTon;

+  MPUW3HAKU HE3PenocT! NPU JOHOLIEHHOW MO CPOKY be-
peMeHHOCTY;

+  HUW3KWIA, rpy6bI ronoc Npwv nnayve, KPUKe;

« TO34Hee OTXOXKAEHNE MEKOHMSA;

+  Mo3fHee OTnafeHue NyroYyHoOro KaHaTuKa,

«  MJioXas 3NuUTeNr3auus NyrnoYHom paHky;

+  3aTAHYBLUAACH XeNTyxa.

Y pneten bonee cTapluero Bospacta (nocse 5-6 mec) knu-
HUYECKNE NPOABNIEHUS TMMOTUPEO3a CXOXKN C NPOSABJIEHUS-
MM Yy B3pOCsibiX. [TOMUMO 3TOro, Npu OTCYTCTBUM NEYEHUs
y Aetein ¢ Bl Ha nepBbIn NnaH BbICTynaeT HapacTaloLlasn 3a-
JepKKa NCUXOMOTOPHOrO, pU3NUYECKOTro, a 3aTEM U NMOJIOBO-
ro pasBUTUS.

OTcTaeT pa3BuTUE MOTOPUKN:

«  [eTV BAJbl, YaCaMU MOTYT JieXaTb CMOKONHO, He NposB-
nAs 6eCrnoKoNCTB NP rosioAae;

+  HE UHTEepeCyTCA UrpyLlKamu;

«  MO3AHO HaUMHAaIT CUAETb, XOAUTb.

Ko>KHble NOKpOBbI:

«  CyXuve, XXenToBaTble, LWeNyLaTCA 13-3a NOHUKEHHOW Ce-
Kpeunn roTOBbIX U CabHbIX XKeNie3, NMEelT «MpPaMop-
HbI» PUCYHOK, XOJNIOAHbIE Ha OLLyTb;

+  BOJIOCbI IOMKWMeE Cyxue, 6e3 bnecka, yCUSIeHHO BbiNaAatoT.
XapaktepHa cebopesi BONIOCMCTON YacTu ronoBbl, J16a,
BeK;

«  HOITV JIOMKUE, C TPELUHaMW;

+  OTMeYaeTCA MedJIEHHbIN POCT BONOC U HOFTEN.
XapaKTepeH KOMMEeKC pecnnpaTopHbIX CMUMNTOMOB:

+ 3aTpyAHEeHHOe HOCOBOE [bIXaHue;

«  CTPUAOP;

+  LMaHO3 HOCOry6HOrO TPEYTOJNIbHIIKA;

+  HUW3KWUWA, rpyobIN ronoc;

+ yYacTble NpocTyaHble 3aboeBaHms.

BbipakeHbi:

«  aAnHamus;

+  TWMOTOHWA MBbILWLL: BbIMYKJbIA XUBOT C MYMOYHOW rpbl-
YKel, pacxoXaeHne NPAMbIX MbILLLL >KNBOT3;

+ 0OCaHKa C MNOSICHNYHBIM JIOPAO30M, BbICTYMNAIOLMMU ArO-
ZAMLaMU 1 NOJSTYCOrHYTbIMU KOJIEHAMUY;

+  YacTble 3arnopbl, METEOPU3M.

XapakTepHbil:

« TMOCTHaTa/IbHOE OTCTaBaHUE B POCTE;

« Mporpeccupyiollee 3amedsieHne CKOPOCTU pocTa (CKo-
pocTb pocTta 6onee yem Ha 1 SD Hmxe (Npu XxpoHosoru-
yeckom Bo3pacTe >1 roga)) 4na COOTBETCTBYHIOLLErO XPOo-
HOJIOrMYeCKoro Bo3pacTa 1 rnona;

«  BbIpa’KeHHAs HM3KOPOCIOCTb (POCT HMXKe 3-TO nepLeH-
TUAA N HWXKEe 2 CTaHZAPTHbIX OTKNOHeHU (<-2,0 SDS)
OT CpefHeln B NonynAuny Ans COOTBETCTBYIOLLETO XPO-
HOJIOTMYEeCKOro Bo3pacTta 1 nona);

«  nponopuuy Tena 6NM3KU K XOHAPOAMCTPOOUYECKM
(KO3PPULMEHT «BEPXHUIN/HVXKHUIA CErMeHT» Gonblue
HOPMaJIbHbIX 3HAYEHWNIA).
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XapakTepHbl:

+ HepgopasBMTME KOCTel NMLEBOro cKeneta npu yaosneT-
BOPUTENbHOM POCTe KOCTEN Yyepena;

+  WIMPOKaA 3anaBLias NepeHocmua;

+ runepTenopusm;

+  no3pHee 3aKpbiTUE GONBLIOrO 1 MaNoro POSHUYKOB;

+ no3pHee nNpopesbiBaHMe 3y60B 1 1X 3arno3ganas cMeHa.
XapakTepHbl:

+  MpUrnyLeHHble TOHbI cepaua;

« Opagukapgwus;

+  OYHKUMOHANbHBIN LWYM;

+  pacluMpeHHbIe rpaHnLbl cepaua;

+ TMOHWXEHHOe apTepuasnibHoe 1 NysibCOBOE AaBJIEHME;

+  3ageprkKa NonoBoro cospesaHus [1].

TpaH3UTOPHLIA FMNOTMPEO3 HOBOPOXKAEHHbIX —
COCTOAHME BpEMEHHON (npexopAwen) rUnoTUPOKCK-
Hemnn, ConpoBOXAaalolleeca nosbiweHnem ypoBHAa TTT
B KpOBU. TpaH3MTOpPHOE noBbllleHne ypoBHA TTI B 60nb-
LUMHCTBE CJIyYaeB CBAA3aHO C GYHKLMOHANbHOWM He3peno-
CTbIO rMMNOTaNaMo-runopun3apHoO CUCTEMbI B MOCTHATasb-
HOM nepuoge.

[laHHOe cocToAHME Yalle BCero BCTpeyaeTca B cnepy-
IOWMX CyYasnx:

» Yy HOBOPOXAEHHDIX, UbW MaTePU BO Bpemsi bepemMeHHo-
CTV HAXOQWNUCb B COCTOAHMM AedurumTa unm m3bbiTKa
nopa;

» Yy HOBOPOXKJEHHbIX C HU3KOW MAcCoM Tena npu poxae-
HUK (<1500 1) N HegOHOLWEHHbIX AeTeln (recTauMOHHbIN
BO3pacT <36 Hep);

» 'y jeTeli C BHyTPpUyTPOOHON (U NOCTHaTaIbHOM) rMnoTpo-
duren;

» y [eTel, POXKAEHHbIX OT MaTepel C ayTOUMMYHHbIMU 3a-
6oneBaHuaAMY LLIXK (BO3MOXKHas TpaHCMnaLeHTapHas ne-
penaya aHTuTen, bnokmpyowrx peyentop K TTT);

>y beTel, MaTepu KOTOPbIX MONyYany BO Bpems 6epemeH-
HOCTU 6onbluMe [03bl AHTUTUPEOWIHbLIX MPENApPaToOB
no nosogy 6onesHu MpeliBca. Y Takux geTen, Kak npasu-
10, NPV POXAEHUN NMeeTcst 300, MO Mepe BblBeeHNA
NEKapCTBEHHbIX NpenapaToB 13 KpoBu pebeHka Habsto-
[laeTcA TEHAEHUNA K ero YMeHbLUEHWIO;

» 'y petenl ¢ BHYTPUYTPOOBHbIMK BMPYCHO-OaKTepuanbHbl-
MU NHOEKUUAMM.

Ha sTane nepBUYHOro CKPUHMHIa NPaKkTUyYeCcKn HEeBO3-
MOXHO PasfiunTb BPOXKAEHHbIA U TPAH3UTOPHbIA TMNOTY-
peo3. PasrpaHuuyeHme 3TMX COCTOAHWIA HeobxoaMMo Mpo-
BOAUTb Ha |l 3Tane CKpMHKHra, TO eCTb B NONINKINHUYECKUX
yCNoBUAX, NPY NMOBTOPHOM OMNpeAeneHnn KOHLEeHTpauun
TTT n ceo6oaHoro T, B CbIBOPOTKE Ha GpOHe OTMeHbI 3ame-
CTUTENbHOW Tepanunu.

MpepnKTOpPbI TPAH3UTOPHOIO FNMNOTUPEO3a:

» MCXOQHO HOPMasbHBbIN YypoBeHb cBoboaHoro T4;

» TTI KanunnsapHou Kpoeu meHee 30 MEA/N Ha 3Tane cKpu-
HUHra.

» HM3Kasa 403a IEBOTUPOKCMHA HAaTPUSIB TEYEHUE NEPBOro
rofia »ku3Hu (ypoBeHb yb6eauTeNIbHOCT! PEKOMEHAALNIA
(YYP) — B; ypoBeHb [OCTOBEPHOCTU [OKa3aTesbCTB
(YAR) —2)[18].

BTropuuHbI rMnoTUpeos uyalle BCEro ABNAETCA cnel-
ctBuem runonutymntapmsma (ITl), nosTomy Hanvumne apyrux
TUNUYHBIX cMMnToMOB [Tl (NOpPOKM pPasBUTUA FONOBHOIO
MO3ra 1 4yepena, rMnoOrinKeMnUY, MUKPOMEHNA, KpUnTop-
XN3M Y ManbymMKOB) MO3BOMAET 3aN0f03PpUTb NPaBUSIbHbIN
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[AMarHo3s. BTOpuyHbIf runotupeos, obycoOBAEHHbIN HApy-
weHnem GyHKUMM ageHornnodusa unm runotanamyca (my-
Taumm reHoB Pit-1, PROP-1), conpoBoXxpaeTcsa aebuunutom
He TonbKo TTI, HO N ApYrMX TPOMHbIX TOPMOHOB. Bpoxaer-
HbI M30NMPOBaHHbIN aebuunt TTI — KpaliHe pegkoe ay-
TOCOMHO-PeLEeCcCUBHOE 3ab0NeBaHNe, MPUUYMHOWN KOTOPOroO
ABNAIOTCA MyTauun reHa TSH a- n -cyobegunny [15-17,
19-23].

Mo cpaBHeHUIO C NepPBUYHBIM, BTOPUYHbIA MMNOTUPEO3
XapakTepulyeTca b6onee CTEPTON M MATKON KIMHUYECKOW
KapTuHow. lNpy BTOPUYHOM IMNOTUPEO3e KOHLUEeHTpauunm
obuwero n ceoboaHoro T, CHMXeHbl, a ypoBeHb TTI MoxeT
6bITb YMEPEHHO MOBbILIEHHbIM, HOPMAIbHbIM UJIN CHUXKEH-
HbIM. TPaH3UTOPHbIN BTOPUYHbIA TMNOTUPEO3 Yalle BbIAB-
NAT Y HeQOHOLWEHHbIX M ManoBeCHbIX HOBOPOXAEHHbIX.
OH moxeT 6bITb 06ycnosneH HespenocTtbto [TC unm M. OT-
JINYNTb NCTUHHDBIA BTOPUYHBIA MMNOTMPEO3 OT TPaH3UTOP-
HOroO BTOPUYHOIO rMNoTUpPeOn3a OYeHb CNIOKHO. CHMXeHMne
yposHen T, n T, y HEAOHOLIEHHbIX HOBOPOXAEHHbIX OTPa-
»KaeT X aganTaumio K CTpeccy 1 He ABMAETCA NoKasaHnem
ONA 3aMeCTUTeNIbHOWN Tepanuu TUPEOUZHbIMA FOPMOHaMMU.
K 1-2-my mecauy xu3Hu yposHu T, 1 T, B CbIBOPOTKE MO-
CTENeHHO YBENUYMBAIOTCA U JOCTUrAOT HOPMasbHbIX 3Ha-
YeHWI, XapaKTepPHbIX ANA JOHOLWEHHbIX AeTeln TOro e BO3-
pacTta. IcTuHHble HapyweHna ¢yHkumm LK y Taknx petei
MOXHO BbIIBUTb NOC/IE HOPManM3aunn Nx Beca U pasBuTnA
[18, 20, 24, 25].

2. ANATHOCTUKA 3ABOJIEBAHUA U COCTOAHNA.

Kputepun yctaHoBneHusa gnarHosa

OcHOBHaA Uenb CKpuUHUHra Ha Bl — makcnmanbHO
paHHee BblfiIBNIeHNE BCEX HOBOPOMXAEHHbIX C MOBbILLEHHbIM
yposHeM TTI B KpoBu. [leTn ¢ aHOManbHO BbICOKAM YypPOB-
Hem TTT TpebytoT B fanbHelLwem yrnybneHHoro obcnefosa-
HUS 0N NPaBUIbHOM ANArHOCTNKKM 3abonesaHus [6, 14, 20,
21-32].

PekomeHpyetca amarHoctnposatb Bl y HoBopoxaeH-
HbIX COrMacHO pe3ysibTaTaM HeOHaTaslbHOro CKpUHKMHIra Ha Bl
n/vinn nccnepnoBaHus ypoBHa TTT B KpoBK, YPOBHA T4cCB.) Cbl-
BOPOTKM KpoBu [1, 2, 14, 21-27] (YYP — G YO 4 — 3).

PekomeHpyetca vccnefosaHne yposHA TTI B KpoBu
Yy HOBOPOXEHHOrO He No3fHee 5 cyT XunsHu (ONTUManbHbIN
CPOK — MOJHble 3-1 CYTKN) B NATHE LieNibHOW KpoBu [1, 2, 14,
21-271 (YYP — G yao4 — 4).

PekomeHpo0BaHO 06CniefoBaHMe 1 AanbHellliee Habno-
JeHune neten B Tpu 31ana [1, 2, 14, 21-27].

+ | 3Tan — poannbHbIV OM, CTaLMOHAP, AeTCKaA NOANKIN-

HUKa;
« |l aTan — mMepgumKo-reHeTMyeckas nabopartopus;
« |l 3Tan — pgeTtckaa nonuknnHukKa [1, 19].

I 3man — poounbHbIli 00M, cmayuoHap, 0demckas no-
JIUKJIUHUKG.

Y BCeX AOHOLIEHHbIX HOBOPOMKAEHHbIX aHANN3 KPOBU
Ha CKPVHVHT (KanunnsipHasa KPoBb 13 NATKM) 6epyT He no3a-
Hee 5-X CyTOK XU3H1 (ONTMManbHO MO NPOLLECTBMM NOJHbIX
3-X CyTOK C MOMEHTa POXAeHUs), y HeJOHOLLUEHHbIX AeTen —
Ha 7 v 14-11 OeHb XN3HW; Kanau (B Konnuyectse 6—8 Karnesb)
HAHOCATCA Ha CreuranbHyl0 MOPUCTYIO GUITBTPOBANbHYHO
6ymary.

Bce o6pasLibl KpOBU OTCbINAIOT B CMELMANN3MPOBAHHYIO
MEJMKO-TEHETUYECKYIO labopaTopuio.
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Il sman — meduko-2zeHemu4eckasa nabopamopus.

B nabopatopuu npoBoAsaT onpefeneHne KOHLeHTpauum
TTI B cyxux nATHaX KPOBMU.

Ona puarHoctuku Bl npumeHaeTca maccoBoe onpefe-
neHve TTI B KanunnapHom Kposu (Hanpumep, AsTolendusa
Heo-TnpeoTponHbIii ropMOH, MeTof GprioOpPUMETPUYECKOTO
aHanu3a). NMoporosble 3HauyeHuss TTI onpepensaioTca Habo-
pamu NPUMeHsEMbIX TECT CUCTEM B Kaxou nabopatopuu.

1. TTI KanunnapHon KpoBu meHee 9 MEa/n y goHOLWwEH-
Horo pe6eHka B Bo3pacTe 4-14 gHell CYMTAeTCA HOPMOIA.

2. TTT kanunnAapHon KpoBu Bbiwe 9 MmEa/n y noHo-
WeHHoro pebeHka B Bo3pacTe 4-14 gHel TpebyeT NOBTOP-
Horo onpegenexna TTI 13 Toro e obpasua Kposw, nNpu
NoJlyYEeHNN aHaNoOrMYyHOro pesysnbTaTa MNPOoBOAAT CPOYHOE
yBegomneHue JIMY ana noBTopHOro 3abopa Kposwu (petecT)
M [OCTaBKM obpasiua KanuiiasipHON KpoBu B flabopaTtopuio
HEeOHaTaNIbHOro CKPVHWHIa AnA onpegeneHna yposHA TTT.

A. TTI kKanunnapHoi Kposu ot 9,0 o 40,0 mEa/n: B na-
6opaTtopun NoBTOpHO onpegensioT TTI 13 Toro xe obpasua
KPOBU, NPY NONYYEHUN aHANOTMMYHOrO pe3ysibTaTa NPoBOAAT
CpPOYHOE yBEAOMIIEHVE MONUKIMHUKA 1 3ab0p BEHO3HON
Kposu ana onpegeneHna TTI n T4cB. B cbIBOPOTKe nnm pe-
TecTupoBaHue (MOBTOPHbIN 3a60p KanunnApHoi KpoBu).

b. TTI kanunnapHoin KpoBu Gonee 40,0 mEg/n: B na-
6opaTopun NoBTOpHO onpegensioT TTI 13 Toro xe obpasua
KPOBU, MPY NOMyYEeHNM aHANIOrMYHOro pesysbTaTta — MPOBO-
[AT CPOYHOE YBeJOMIIEHUE NOMMKIVNHWKM 1 3a00p BEHO3HOM
KpoBw ana onpepaenexna TTI n ceoboaHoro T, B CbIBOPOTKe.
He poxugaacb pesynbraToB, Ha3HaYaeTCcA 3amecTUTeNb-
HaA Tepanua TUpeoUAHbIMU Mpenaparamu, Npy HeBO3-
MOXHOCTU MOJyYeHUsi Pe3yNbTaToB B AeHb 3abopa KpoBWU.
Ecnn nonyuyeHHble pesynbTaTbl OKaXyTCA B npefenax Hop-
MaJibHbIX 3HaUeHWi, Tepanus byneT oTMeHeHa [1, 19].

WHTepnpeTauua pesynbTaTOB peTecTMpOBaHUA B Ka-
NUANAPHON KPOBMU:

« TTI kanunnApHon KpoBu meHee 9 MEA/n (ona perven
oT 4 no 14 gHen) n 5 MEL/n n meHee (anAa peten ctaplie

14 nHel) — pebeHOK 340POB;

- TTI kanunnsapHoln KpoBu 6Gonee 9 MEa/n (ana peten
oT 4 go 14 pHen) n 6onee 5 MEa/n (ona getel cTape

14 gHen) — yTOYHAOWaA ANarHocTrKa.

MHTepnpeTauma pe3ynbraToB MCCnegoBaHNA BEHO3HON
KpOBU (YTOYHAIOLWAA ANArHOCTUKA):

- TTI B cbiBOpOTKE MeHee 6 MEm/n, cBobGOAHbLIN T4CB.

B Mpefenax HopMasbHbIX 3HaUeHU: pe6eHOK 300POB;

« TTI B cbiBOpoOTKe OT 6 Bo 20 mEa/n npu HopmanbHOM
ypoBHe T4CB. 4/1 COOTBETCTBYIOLLErO BO3pacTa y pebeH-

Ka cTapue 3 Heg (21 gHA), NoKa3aHo:

a) npoBefeHne AMAarHOCTUYECKNX NCCNefOoBaHNN C Le-
nbio BU3yanusaumm LLXK;

6) 06CyKOeHUe C CEMbel AByX BO3MOXHbIX BapUaHTOB
BefleHVA pebeHKa: 1) HemeieHHOe Hayano Tepanum
NIeBOTUPOKCUHOM HaTpma** ¢ nocnepylowmm pete-
CTUPOBaHKEM TUpPeongHoON GyHKUUN (onpeaeneHne
TTT n T,cB. B CbIBOPOTKE) B Gosee cTaplem Bo3pac-
Te Ha ¢OHe OTMEHbI JleYeHus Unn 2) BoaepaHue
OT Tepanun Jo NONyYeHNA pe3ynbTaToB NMOBTOPHOIO
onpegeneHna TTI n ceoboaHoro T, B CbIBOPOTKe, KO-
TOpOoe AOMKHO ObITb MPOBefeHO Yepes 2 Hef,.

- TIT B cbiBOpOTKE MeHee 20 MEa/n, T CB. HNXKe HOpMab-

HbIX 3Ha4YeHuI No Bo3pacTy (MeHee 10 NMonb/n): neyeHne

NEBOTUPOKCMHOM HaTPUA** HaUMHAETCA He3amMeINTENbHO;
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KINMMHWYECKME PEKOMEHZALINNA

« TTI B cbiBOpOTKE Bbiwe 20 MEA/n, naxke npy HopManb-
HbIX 3HaYeHVAX T,CB. HE3aMeANNTE/IbHO Ha3HAYaeTCA Te-
panua neBOTUPOKCUHOM HaTpua**.

Il 3man — demckas NONUKAUHUKA.

Ha sTom 3Tane 3a getbmu ¢ Bl, BbiiBNeHHbIM MO pe3ysib-
TaTaM HEOHATaNbHOrO CKPUHWHIA, BeAeTCsa AMHaMUYecKoe
Hab/loageHne BpayaMU-AeTCKUMN SHAOKpUHonoramu [1, 19]
(YYP—C YOO —4).

2.1. XXano6bl n aHamHe3.

2.1.1. [epuo0d HoB8OpOXKOeHHOCMU.
MKano6bi:
+ Ha OTeYHOCTb NNLA;
«  60NblUON A3bIK;
+  HMW3KWUI rofoc Npw niaye u Kprike;
+  3aTAHYBLUYIOCS XENTyXY;
+ Mo3fHee OTrNajeHre NyrnoYHOro KaHaTuKa;
+  MJIOXYI SNUTENN3aLMIO MYMOYHON PaHKM.
B aHamHe3e — nepeHoLleHHas 6epeMeHHOCTb.

2.1.2. 1-Ui 200 XU3HU.
MKano6bi:
* Ha BANOCTb;
+ agvHamumio;
«  OTCyTCTBYE GECMOKONCTBA MPU MOKPOW NENEHKE Y roNofe;
+  OTCYTCTBME MHTEpeca K UrpyLLKam;
*  3afep)KKy MOTOPHOro pa3BUTKA: AeT NO3AHO HaUYMHaT
CUAeTb, XO4UTb;
+  3anopbl;
+  CYXOCTb U1 WenyLleHne KOXHbIX NOKPOBOB;
+  MeAJIeHHbIN POCT BONOC U HOTTEN.

2.1.3. JowKobHbIU U MAadwull WKoJIbHbIU 803pacm
Kano6bi:

*  Ha CyXOCTb U WenyLeHne KOXHbIX MOKPOBOB;

*  «MPAMOPHbIN» PUCYHOK KOXMW;

+  TMNOTEPMULD;

+  CYXOCTb, NTOMKOCTb M YCUJIEHHOE BbiNafeHune Bosoc;

+  MeAJIeHHbIV POCT BOJNIOC 1 HOTTew;

+  3anopbl;

+ OTCTaBaHVe B MCUXOMOTOPHOM Pa3BuUTUY;

*  3afepXKy pocTa.

2.1.4. Cmapwut 8o3pacm.

MKano6bi:
+ Ha(cm. 2.1.3);
+  3aflepP>KKy MOJIOBOrO Pa3BUTUS.

PekomeHgoBaHO: c60p NOAPOOHOro aHamHe3a U1 Xanob
y NauyeHTa Ana npaBUIbHOM NMOCTaHOBKM AMAarHO3a 1 HasHa-
YyeHus neyeHms. Heobxogrmo obpallaTtb BHUMAHME HA KINMHU-
yecKkue CMMITOMbI rmnoTupeo3sa [1, 19] (YYP — G YOO —5).

2.2. dDusukanbHoe ob6cnenoBaHume.
Bl y HOBOpOXAeHHbIX MNpoABNAeTCcA caefylowmnumn

cmMmnTomMamm:

« 6onblias Macca Tena npu poxgeHun (> 3500 r);

+  OTEYHOCTb NMLa, ry6, BEK, MONYOTKPbITHIA POT C LIMPO-
KMM, «PacniacTaHHbIM» A3bIKOM;

+ JIOKaNvM30BaHHble OTeKM B BUAe MIOTHbIX «MOAyLle-
YyeKk» B HAAKMIOUYMYHbIX AMKaX, TbUIbHbIX MOBEPXHOCTAX
Kncten, cton;
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+  MPU3HAKM HE3PEesIoCTV NPU JOHOLLIEHHON MO CPOKY be-
peMeHHOCTH;

+  HU3KWIA, rpyObI rONoC Npy niaye u KpUKe;

« TMO3[HEee OTXOXAEeHNEe MEKOHUS;

+ Mo3gHee OTMafeHue NMyrnoYyHOro KaHaTuka, nnoxas snu-

Tenmsauma NyrnoyHom paHKuy;

+  3aTAHYBLUAACA XeNTyXa.

PekomeHpayeTca ana gmarHoctukn Bly HoBopoxaeH-
HbIX MeguaTpam, HEOHaTONOram N SHAOKPVHOOraM UCMNOSb-
30BaTb WKany Anrap ana geten B B, nomoratouyto 3anogo-
3puTb 3aboneBaHue B paHHKe Cpoku. Mpu cymme 6annos
6onee 5 cnegyet 3anogo3putb Bl [1] (YYP — C; YOO — 5).

2.3.JlabopaTopHble ANArHoCTUYeCcKne nccregoBaHunA.
FopmoHanbHble nccnegoBaHuA.
Maymnentam c Bl pekomeHaoBaHo:

+ uccneposaHue yposHsa TTI B Kposu 1 T,CB. CbIBOPOTKY
KpoBu yepes 2 Heg u 1,5 mec nocnie Havana nevyeHus ne-
BOTUPOKCUHOM HaTpuA, Ha3HAaYe€HHOro No pesysnbTatam
CKPUHWHTA;

+ Ha NepBOM rofy XW3HW KOHTPOSIbHOE ucC/iefoBaHue
ypoBHs TTI B KpoBy 1 T,CB. CbIBOPOTKM KPOBY HE pexe
1 pa3a B 2-3 mec;

+ nocne 1 roga Xun3Hn KOHTPOJSIbHOE UccrnegoBaHne ypoB-
HA TTI B KpoBU U1 T ,CB. CHIBOPOTKM KPOBU HE pexe 2 pas
B rog;

+ KOHTpPOnbHOe nccnegoBaHve yposHA TTI B KpoBM vepes
2 MecC nocne KaXporo M3MeHeHuA OO3VPOBKU NeBOTU-
pokcuHa Hatpus [1, 19] (YYP — G yOO4 —5).

[ononHuTenbHble rOpMOHaNbHbIe NCCNe[OBaHUA.
MauymneHntam c Bl pekomeHAOBaHO Mo NOKa3aHMAM:

+  MCCNefoBaHME YPOBHA CBOOOAHOINO TPUNOATMPOHMHA
(T3cB.) B KpOBY;

+  MCCNefoBaHVe YPOBHs TMpeornobynvHa B Kposu [1, 2, 19]
(YYP— G yog—>5s).

YnbTpassByKoBoe nccnegosaHme LK.
Y3U LK pekomeHgoBaHoO nauuneHTam c BI:

«  ONA ANarHOCTUKK anasum LXK,

« onpepgeneHuns pasmepos LLXK;

+  BbIIBIEHUs Y3/10BbIX 00PA30BaHWI MpU BPOXAEHHOM
306e[1,2,19] (YYP C;,yOO —5).

CumHturpadma LMK (¢ HaTpua neprexHetaTom
[99mTc]).

CumHturpadus LXK pekomeHgoBaHa nauvieHTam c Bl
npw anaasumn Uan SKTonuu no pesynbsratam Y3 LK:

«  [AnAa noateepxaeHus annasum LLXK;
« pnaonpegeneHna guctonum WK [33, 34].

Mo>Ho npoBoguTb BCem fieTaM ¢ Bl, He3aBncnmo ot BO3-
pacTa, B TOM YMCe HOBOPOXAEHHbIM.

Ecnn npu nposegeHun cumHturpadum LXK He Busyanu-
3MpPYeTCA, AUarHo3 He Bbi3blBae€T COMHEHWI. DTOT METOA, UC-
cnepgoBaHusa (B otnnume ot Y3W) no3sonseT BbIABUTb AUCTO-
NUYECKN pacrnonoxKeHHyto TKaHb WK (YYP — C; yO[-4).

BouinonHeHue 0aHHOU npoyedypbl He OOJIXXKHO Mewdmb
C80e8peMeHHOM cmapmy Jie4eHUA J1e80MUpPOKCUHOM Ha-
mpus. OHo npo8odUMCA 8 KOpOMKuUe CPOKU 00 HaYyana usau
8 meyeHue 7 OHell hocjie uHuyuayuu zamecmumesbHoul
20pMOHaIbHOU mepanuu, 1ubo Ha hoHe omMeHbl mepanuu
8 meyeHue 2-3 HeO. [IpumeHeHue HaAMpus nepmexHemama
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[99mTc] ob6ocHoB8aHO csolicmsom Kinemok LXK Hakannusame
O0aHHsbIlU paduogpapmayesmuyeckuli npenapam (Habnwoae-
MbIlU MAKCUMyM HakonsieHus ¢ 10-0 no 30-10 MuHymy noce
8sedeHus), N0006HO Uody (8 CUHMe3e mupeoUOHbIX 20PMO-
HO8 HampuAa nepmexHemam [99mTc] He yyacmeyem, mak
Kak He nodgepaaemcs opz2aHugukayuu). TexHeyuli 06;1a0a-
em Kopomkum nepuodom nosypacnaoa (~6 4) u, coomeem-
CmeeHHO, 00CMAmMOYHO b6bICMPO NOJIHOCMbBIO 8bIBOOUMCH
u3 opeaHu3ma. B Hacmosuwee 8pems HakonseH 0auMebHbIl
oneim (¢ 1960-x 22.) UCNOMbL30BAHUA HAMPUA NepmexHe-
mama [99mTc] 8 neduampudeckoli Npakmuke npu MHO2UX
Ho30/102uAX U 00KA3aHa e2o0 bezonacHocme. 1o cpasHeHuto
c Hampus tiodozunnypamowm, 123-, Hampus nepmexHemam
[99mTc] npumeHAaemca 3HA4YUMeENbHO Yauje, e20 UCNOJslb-
308aHue onpas0aHo 8 nepeyio o4yepedb MeHbwel syyesou
Hazpy3kolU Ha opzaHusM, a makxe 6osee Hu3kol yeHoU
u docmynHocmelo. YcmaHosneHo, 4mo pyoumeHmMapHas
mkaHb LXK npu ee ducmonuu cnocobHa 0ocmamoyHo 0/1u-
mesibHO NPOOYLUUPOBAMb MUPEOUOHbIe 20PMOHbI, ee hyHK-
YUOHAJIbHAA AKMUBHOCMb 3HAYUMEIbHO CHUXAemcs nocsie
decamusiemHe20 803pacma. B smux ciy4dasax moxem 6bimo
duazHocmuposaH Bl ¢ no30HUMuU npossneHUAMU (NO30HAA
¢opma Brl). Cywiecmayrom pasznudHele 8apuaHmsi oucmo-
nuu UK: 8 kopeHb A3bIKA UIU NO X00Y MUPEO2/IOCCASIbBHO20
npomoka, npu 3mom Moxxem Hab1OaMbCA camas pasauyd-
Has cmeneHb msaxxecmu Bl [1, 2, 19, 33, 34].

MonekynapHo-reHeTUYecKoe uccnegoBaHue.
MoneKkynspHo-reHeTUYeCKoe 1CCNIejoBaHE PeKOMEH-

AOBaHO NauneHTam ¢ Bl nocne meanKko-reHeTMYeCkoro KoH-

CYNIBTUPOBaHNA B CEMEMHbIX CyYasnx 3aboneBaHNA Unv npu

coyeTaHun C 4pyron opraHHOW NaTosiornemn:

«  Onda BepuduKaunm gnuarHosa;

« onpeaeneHna TakTMKM MOHUTOPWHra U BedeHUs nauu-
€HTa B CJIOXKHbIX KIMHUYECKUX CITyYasnX U CeMeNHbIX Ba-
puaHTax [35-43] (YYP — G yOo0 — 4).
lMoka3aHa 8bICOKas 3HAYUMOCMb MOJIeKYIAPHO-2eHemu-

YecKo20 ucc/1e008aHuUs 0/ YCMAHOBKU MOYHO20 SMuoJio2u-

yecko20 0UAzHO3d, pe3ysibmamel KOMOPO20 Mo2ym 6bimb Uc-

NoJ1b308aHbI NPU NPoBedeHUU NPeHamMasabHoU OUd2HOCMUKU

8 c/lyyae noomeepx0eHus buannenbHolx Mymayut uau npu

00KA3dHHOM OOMUHAHMHOM HAC1e008aHUU 3a60s1e8aHus

(PAX 8, NKX 2-1).

3. IEYEHUE, BKNNIOYAA MEAUKAMEHTO3HYIO
MWHEMEAOWKAMEHTO3HYIO TEPANWU, AUETOTEPANNIO,
OBE3BOJINBAHUE, MEAULUWHCKUE NOKA3AHUA

M nNPOTMBONOKA3AHUA K MTPUMEHEHNIO METOAOB
JIEMEHNA

3.1. KoHcepBaTuBHOE neveHune.
PekomeHnpoBaHoO nauuneHTam c BI:

+ Cpasy e nocJie YCTaHOBMIEHMA ANArHO3a, a TakXe B CO-
MHUTENIbHBIX C/lyYadx [AOJXHa ObiTb HauaTa 3amMecTu-
TeNbHAA TepanuA npenapaTtamMu NeBOTUPOKCMHA Ha-
TpuA [1];

+ BCA CYTOYHAA [03a NIeBOTMPOKCUHA HaTpuA BBOAUTCA
per 0s ¢ HeGOMbLWNM KONMYECTBOM XMAKOCTU YTPOM
3a 30-40 myH Jo 3aBTpaka. Y ManeHbKux geten gonyctu-
MbIM CYMTAETCA BBeAEHMe npenaparta B PacTONYEHHOM
N pa3BedeHHOM BOAOMW WX FPYAHbIM MOJSIOKOM Bupie,
BO Bpemsa yTpeHHero kopmneHusa [1, 19];
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Ta6nuua 1. OpneHTMPOBOYHbIE PacyeTHble [O3bl IEBOTUPOKCUHA HaTpuay feTel ¢ Bl [1]

Bospacrt Mkr/kr/cyT Mkr/cyT
HepoHoLweHHble HOBOPOXKAEHHbIe 8,0-10,0
0-3 mec 10,0-15,0 15,0-50,0
3-6 mec 8,0-10,0 15,0-50,0
6-12 mec 6,0-8,0 50,0-75,0
1-3 roga 4,0-6,0 75,0-100,0
3-10 net 3,0-4,0 100,0-150,0
10-15 net 2,0-4,0 100,0-150,0
ctapwe 15 net 2,0-3,0 100,0-200,0

«  npu TAXenbix ¢popmax Bl neyeHue cnepyeT HauMHaTb
C MVHVMATbHbIX 403 #11€BOTUPOKCMHA HaTpusA, He bonee
25 MKr/cyT, yBenunumBas fo3sy Kaxgple 7-10 gHel fo ee
ontumuzauum [1] (YYP — G yOO —5).

Kputepun agekBaTtHocTn neyeHuns Bl

- ypoBeHb T,B. B npegenax pedepeHCHbIX 3HaueHWn
(Hopmanusyetca yepes 1-2 Hepf NOCne Havana neyeHus);

« ypoBeHb TTI B npepenax pedepeHCHbIX 3HaYeHUN (Hop-
Manusyetca yepes 3-4 Hefl NOC/ie Hayana fleyeHus);

« MoKasatenu ¢13nYeckoro pasBuTUS B Npedenax Hop-
ManbHbIX 3HayeHun (SDS pocta, SDS ckopocTn pocTa,
SDS IMT);

+  MCUXOMOTOPHOE pa3BuTme pebeHKa, COOTBETCTBYIOLLEE
BO3pacTy;

+ HOpMaJibHble MOKa3aTeNn KOCTHOrO CO3peBaHMA (COOT-
BETCTBME KOCTHOrO BO3pacTa nacnopTHomy) [1,18,43,44].

JleyeHne TPaH3MTOPHOrO FMNOTNPEO3a.

MNaumeHTam C ANArHO30M «TPAH3UTOPHbIA TMNOTUPEO3»
peKomMeHAoBaH cyiefyoLWnin anroput™ BeeHNA.

v CyyeToM TSXKenbIX OCNIOXKHeHMiA Bl npu oTcyTCTBIM paH-
Hero fieyeHus, Havyano Tepanuum NeBOTUPOKCMHOM Ha-
TPUA B MaKCMManbHO PaHHME CPOKM B COOTBETCTBYIOLLINX
BO3pacTy fj03aX C NOCTOAHHbIM KOHTPOMEM FOPMOHaJIb-
Horo npodunsa [1]. TpaH3MTOPHasA TMNOTUPOKCUHEMNSA
MOXET NPOXOANTb CAaMOCTOATENIbHO NPU UCYE3HOBEHWM
BbI3BaBLLUEN ee NPUYUHbI.

v' B COMHUTeNbHbIX cay4yasax B Bo3pacTe nocie 1 roga
NPOBOAWTCA YTOUHEHME AnarHo3a. PebeHky Ha 3-4 Hep
OTMEHSAIOT JIEBOTMPOKCUH HATPUA U HA «YMCTOM POHEe»
onpefensoT yposHu TTI 1 T, CB. B CbIBOPOTKE.

Mpu nonyyenun nokasarenen TTI n T, cB. B npegenax
pedepeHCHbIX 3HaYeHMIl fleYeHNe He BO30OHOBNAIOT, KOH-
TPO/NbHbIE OCMOTPbI C OonpeaeneHnem KoHueHtpauun TTT
1 T,CB. B CbIBOPOTKE MPOBOAAT uepes 2 Hep, 1 v 6 mec nocne
NpeKpaLLeHna eyeHus.

Ecnn pnarHos Bl noaTBepKpaertca, neyeHne neBoTu-
POKCMHOM HaTpmA NPOJOIKAIOT C MOCTOAHHBIM KOHTPOJIEM
3a afieKBaTHOCTbio Tepanun [1, 19]

BHumaHume: ecnu yposeHb TTI Ha ¢oHe Tepanum Kor-
a-nmbo NOBbILWANCA BCIEACTBME HeOCTaTOYHOW JO3bI Ne-
BOTUPOKCUHA HAaTpUA WU HapyLLEHNA CXeMbl ero npuema,
npepbiBaTh leyeHre AnA yTOYHEHWA AUarHo3a He peKOMeH-
ayetca. B atom cnyyae guarHo3 Bl He Bbi3blBaeT COMHeEHUA
[11(YYP— C;ynon—>5).
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3.2. Xupyprunyeckoe neyeHue.

OnepatusHoe neyeHune npu Bl pekomeHgyetca:

naumeHTam, MMerLm 306, Npyu HanuunK:

+ 3JI0KayecTBeHHoOro obpa3oBaHua LUK, nopTeepi-
[JEeHHOro pesynbraTaMy TOHKOUIOJSIbHOW acnmpalm-
OoHHoW 6uoncum (TAB);

+  3arpyAvHHOrO Y3/T0BOTO U MHOMOY3/10BOrO 3003, Bbl-
3bIBaIOLLErO NTOKasIbHbIN KOMNPECCUOHHbBIN CUHOPOM;

nayueHTam 6e3 306a:

+ B CJlyyae NoBpexaeHna (KpOBOTEUEHMA) SKTONUPO-
BaHHOW LLXK;

+ Npu 3aTPyAHEHUN TNOTaHUA TBEPAON MWLM U Hanw-
YUKW KOMMPECCMOHHOMO CUHAPOMA npu sKkTonun WK
[45] (YYP — C;yOO —5).

4. MEANUNHCKAA PEABUJINTALIUA U CAHATOPHO-
KYPOPTHOE JIEMEHME, MEANLUMNHCKME MOKA3AHUNA
N NPOTUBONOKA3AHUA K MTPUMEHEHNIO METOAOB
PEABMJIUTALIUIA, B TOM YACJIE OCHOBAHHbIX

HA NCNOJ1Ib30OBAHUU NMPUPOAHbIX NEYEBHbIX
OAKTOPOB

MaymneHtam c Bl pekomeHpoBaHoO:

+  npodunakTUyeckmin npvem (OCMOTP, KOHCYynbTaLuus)
Bpaya CypAonora-oToNlapyiHronora;

« BpauyebHO-neparornyeckoe HabnogeHne NpU BO3HUK-
HOBEHUU CJIOXKHOCTEN 00yUYeHMs, 3aNOMUHaHKA, OCBOe-
HUA HOBOro MaTepwuana [2, 19].

MpoTrBonokasaHui He onpegeneHo (YYP — C; YOO —5).

5.MPOOUNAKTUKA N AUCNAHCEPHOE HABJIIOAEHMUE,
MEAVWUNHCKMUE MOKA3AHMA N NPOTUBONOKA3AHUA
K NMPUMEHEHWUIO METOAOB MPOOUNIAKTUKHN

[ncnaHcepHoe HabnogeHne N NPOrHos.

MNMaunentam c Bl peKkomeHpyeTcA NOCTOAHHOE KOM-
nnekcHoe yrnybneHHoe HabnogeHWe y cneyuanncTos
pa3Horo npooduns (Bpaya-aHAOKPMHOMOra, Bpava-He-
BpoOJiOra, Bpaua-Cypgonora, noronefa, MeauLMHCKOro
ncuxonora (HeMponcmMxosora); OUeHKa WHTenneKkTyasb-
HOro pPa3BUTMA C NpUMEHeHneM TecTa Bekcnepa (geTckumi
BapVaHT); NPU HaJMUYUMN KOTHUTUBHbBIX HapyLWeHWUR, ncu-
XNYEeCKUX PacCTPONCTB, MOPOKOB Pa3BUTUA — KOHCYb-
Tauma Bpayva-ncuxmaTpa, Bpava-kapguonora u ap.) [1]
(YYP—C YOO —5).
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[po2HO3 8 omMHOWeHUU Heliponcuxuyeckozo passumus
npu Bl 3asucum om mHoxecmea pakmopos. Viccnedosame-
JlU 80 8CEX CMPAHAX CXO0AMCA 80 MHEHUU, Ymo onpeoesis-
rowyro posb 0115 671a20NPpUAMHO20 NPO2HO3A UHMeJlIekmy-
anbHO20 pazsumus pebeHka ¢ Bl, 6e3yciosHo, uzparm cpoku
Ha4yana samecmumesibHOU Mepanuu J1e80MUPOKCUHOM HA-
mpus, xoms pAa0 asmopos yKaswiearom, 4mo 0dxe npu paH-
HeM Had4ane neqeHus y Hebosbwol yacmu demel me unu
UHble HapyweHUs UHMeslJieKma 8ce-maku COXPAaHAMCA.
KpatiHe 8axxHbIM hakmopom A8/1emcs adek8amHocme Jsieye-
HUSA Ha nep8oMm 200y XU3HU. Takum 06pa3om, 3a HeKOMopbIM
uckso4yeHuem, 8ce demu ¢ Bl npu paHHem u adekeamHom
JledeHUU UMelom B03MOXHOCMb 00CMUYbs ONMUMASIbHO20
UHMesnnekmyaneHo2o pazeumus[1, 19].

6. OPTAHU3ALINA OKA3AHUA MEAULIMHCKOMN
nomoLyu.

PekomeHayeTca nnaHoBasd rocnutanusauum B mepu-
LMHCKYIO OpraHu3auuio:
1. NPV HEBO3MOXHOCTM [OCTVXKEHUA LeneBbIX Mokasare-
nei TMPeoUAHbIX FOPMOHOB B aMOYNaTOPHBIX YCITOBUSAX;
2. HEeOOXOAUMOCTN  XUPYPrUYECKOTO  JIeYeHWa  npu
BPOXAEHHOM 300e Ha ¢poHe ageHomato3a (npu 6onb-
WoM pa3mepe 306a Uav ManurHM3aLum y3nosbix obpa-
3oBaHun) [1] (YYP — G, yOO — 5).
He pekomeHayeTca rocnvtanmsauma B CTaloHap npu
BO3MOXXHOCTM JOCTVXEHUA KOMMEHCcaLmmn B aMbynaTopHbIX
ycnosuax [1] (YYP — G yoO —5).
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MokasaHMAa K BbINMCKE NauMeHTa U3 MeAULMHCKON
opraHusayuu:
1. BOCTUXKeHMe LeneBoro YpoBHsA T4CB. B CbIBOPOTKE;
2. ycrnewHo npoBedeHHOeE NiaHOBOe XMpypruyeckoe Bme-
waTtenbcTBo [1].
PekomeHpyeTcA >KCTpPeHHasA rocnutanms3aunsa B megu-
LIMHCKYIO OpraHM3aumio B cJlyyae BO3SHNKHOBEHMA:
1. rMNOTMPEOUAHOWN KOMbI;
2. TUPEOTOKCMUYECKOro Kpu3sa (nepeno3npoBKa NeBOTUPOK-
cnHa Hatpua) [1] (YYP — G yOad —5).

7. AONONHUTENIbHAA NTHOOPMALINA
(B TOM YNCJIE ®AKTOPbDI, BINAIOWNE HA UCXOA
3ABOJIEBAHUA NN COCTOAHUA).

JononHutenbHaa nHGopmaLma OTCyTCTBYET.
OOMNOJIHUTENbHAA NHOOPMALMA

UcTtouHukn ¢uHaHcpoBaHmMA. PaboTa BbiNOSHEHA MO MHMLMATHBE
aBTOpPOB 6e3 nprBneyYeHrs GUHAHCPOBaHN.

KoHpnuKT nHTepecoB. ABTOpPbI AEKNapupylOT OTCYTCTBUE ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
1 ny6nuKaumen HacTosLLen cTaTby.

YyacTtue aBTOpOB. BCce aBTOpPbI 0A06pUNM GUHANBbHYIO BEPCUIO CTaTb
nepep nybnvkauuen, Bbipasuan cornacme HeCTM OTBETCTBEHHOCTb 3a BCe
acneKTbl paboTbl, NOAPa3yMeBaloLLYIO HafJIeXallee n3yyeHne 1 pelueHne
BOMPOCOB, CBA3AHHbIX C TOYHOCTbIO UM AOOPOCOBECTHOCTbIO NHO6OI YacTn
paboTbl.

NPUNOMEHUE A3.

CMPABOYHbIE MATEPUAJIbI, BKJTIOYAA COOTBETCTBUE MOKA3AHUW K MPUMEHEHUIO U MPOTUBOMOKA3AHUIA,
CNOCOB0B MPUMEHEHMA U 403 IEKAPCTBEHHbIX MPENAPATOB, UHCTPYKLUM NO NPUMEHEHUIO
JIEKAPCTBEHHOTIO NMPEMAPATA

Ta6bnuua 1. 3TMONOrMA N PacNPOCTPAHEHHOCTb OCHOBHbIX dopm Bl [1]

MpnunHbl

Yacrota
(%; Ha YNCNO HOBOPOXKAEHHDIX)

MepBUNYHbIA TMNOTUPEOS3.

1. IncreHesus WUTOBUAHON XKenesbl.
AreHe3ua (aTnpeos).
mnoreHesus (rmnonnasus).
Ouctonus.

2. incropmoHoreHes.
HedekT peuentopa TTI.
HedeKT TpaHcnoprTa noaa.
HedeKT nepokcnaasHom CUCTEMBI.
DedekT cnHTe3a TMpeornobynuHa.
HedeKT genognpoBaHus

80-85 (1:4000)
22-42
24-36
35-42
10-15
4 (1:30 000-1:50 000)

penko

1:26 000

1:40 000
penko

LleHTpanbHbIA rMnoTupeos (BTOPUYHbIN, TPETUYHbIN).
CoueTaHHbIN gedununT runodrsapHbIX rOPMOHOB.
M3onnpoBaHHbI geduunt TTI

5-10(1:16 000)
1:75 000-1:100 000

Mepudepurueckas pe3ncTeHTHOCTb K TUPEOUAHbBIM FOPMOHaM

1:100 000

TpaH3UTOPHbIN rMNOTUPEO3

Hewn3BecTHa
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Ta6bnuua 2. Knaccudukauma Bl [1,46]

1. MepBUYHbIN rMNOTVIPEO3

A. lncreHesunsa WMTOBNAHON XKenes3bl: 3KTONNA, aniasus, rmnoniasuns, remmareHesuns.
AccounnpoBaHbl ¢ MyTaunamu reHoB NKX2-1, FOXE1, PAX-8 — B 2% cnyJaes.
MpnunHbl Hen3BecTHbl — B 98% cnyyvaes.

b. AncropmoHoreHes (HapyLeHne CMHTe3a TUpPeouAHbIX TOPMOHOB).
AccouumnpoBaH Co criefyowmmMn reHeTuyeckumm aedektamm:
«  pedeKT HaTpuii-nogHoro cumnopTepa (MyTtauma reHa SLC5A5 (NIS));
+ AedeKTbl NepoKcmaasbl:
« HdedeKTbl cMHTE3a NepeKkncy Bogopoda (MyTtauum reHos DUOX2, DUOXA2, TPO);
+  pgedeKT neHapuHa (cuHagpom MNeHgpena — myTauma reHa SLC26A4 (PDS));
«  pedeKT cuHTe3a TupeornobynuHa (MyTauus reHa TG);
« pedekt genoanposaHua (MyTaumm reHa IYD).

B. PeancreHTtHOCTb K TTT.
AccoummpoBaHa ¢ MyTauuaMN FEHOB:
« pgedekrt reHa peuentopa TTI (TSHR);
+ MmyTauum G-npoTeunHa: nceBgormnonapatupeos tmna 1a.

2. LleHTpanbHbI rMnoTnpeos (BTOPNUHbIN rMNoTupeos)
A. U3onnpoBaHHas HegocTaTouHocTb TTI (MyTauuu reHa, Kogupytowlero a-cybbeguHuy TTT).
b. HegocTtaTouHOCTb TUpPEOTPONUH-pUNN3NHr-ropmoHa (TPI): n3onmpoBaHHasA, CMHAPOM NOBpPeXAeHWA
rmnopusapHoOn HOXKK, NOBPEXAEHME rMnoTaamyca (Hanpumep, ramapToma).
B. PesucreHTHOCTb K TPT (MyTaumn peuentopa TPI).
I. TmnoTnpeos, Bbi3BaHHbIN HEJOCTAaTOMHOCTbIO GpaKTOPOB TPAHCKPMNLW, BOBNIEYEHHbIX B NPOLeCcCbl
pa3BuTua unn GyHKUMoHnpoBaHusa runodpusa (Mytaunu reHos HESX1, LHX3, LHX4, Pit1, PROP1).

3. NMepundepuyecknii rmnoTnpeos
A.Pe3nCTeHTHOCTb K TUPEONAHbIM ropmoHam (MyTauuu reHos THRA n TRHB).
b. HapyweHune TpaHcnopTta TUpeongHbiXx FopMoHOB (cuHApom Allan-Herdon-Dudley — myTtauus reHa MCTS).

4. CuippomanbHble popMbl rMNnoTNpeosa
A. Cungpom MeHapepa (rMnoTnpeos, rMyxota, 306) — myTauus reHa SLC26A4 (PDS) (nedeKkT neHppuHa).
b. Cungpom bamdopga-Jlasapyca (runotnpeos, paciyenHa MArkoro Heba, BONocbl C OCTPbIMU NPAZAMN) —
MyTauusa reHa FOXET (TTF2).
B. Koxepa-[le6pe-CeMmunaHxa CMHAPOM (MblLLeYHas nceBgornnepTpodus, rmnotTupeos).
I. OKToAepmanbHasa gucnaasuA, rMNorugpos, r’MnoTnpeos, LuianapHaa UCKUHe3NA.
. XopeoaTeTo3uc, (rmnoTnpeos HeoHaTalbHbI, PeCANPATOPHbIN AUCTPECC-CUHAPOM) — MyTauuu reHoB NKX
2-1(TTF1).
K. OxupeHune, Konut, rMNOTNpPeo3s — runepTpodua MMoKapaa — 3afiepKKa NCMXn4ecKkoro pasBuTuA.

5. TpaH3UTOPHbBIN rMNOTNPEO3
A. Mprem matepbio aHTUTUPEOUAHbIX MPenapaTos.
b. TpaHcnnaueHTapHbI NepeHoC GNIoKMpYOWNX aHTUTEN K peuenTtopy TTT.
B. eduunt nnv n3buITok Mofa y matepu Ui HOBOPOXAEHHOTO.
I. TeTepo3urotHble MmyTauuu reHoB DUOX2 nnu DUOXA2.
[. BpoxaeHHasA reMaHrnomMa neyeHmn Nam remaHrMosHA4oTennoma.

Tabnuua 3. [lepeKTbl reHOB, NPUBOAALLME K BPOXKAEHHOMY rMnoTrpeosy [1, 3]

° 8 < e

ik fe o _ Zg

$85 £8 ki 3 - E E &8
OuncreHesus LXK 1:4000 AP NKX2-1, FOXE1, PAX-8 - l i l l
CemeliHbin pebunumt TTT Penko AP TSHB, TSHA - l | l |
[vnonuTtyntapmnsm 1:21000 AP PROP-1, Pit-1 - l 1, N l l
Pe3ncrteHTHOCTL K TTT Pepko AP TSHR - l ) l N
HedeKT TpaHcnopTa opa Penko AP SLC5A5, SLC26A4 + l ) i |
HedekT opraHndukaumm noga 1:40000 AP TPO + l 1 1 N, 1
Cungpom NeHgpepa 1:50000 AP PDS + 1, N i i N, 1
HedekT cnHTesa Tl 1:40000 AP TG + ! T 1,1 N, 1
HedekT genognHasbl Pepko AP YD + l ) i N, T
Pe3sncteHTHOCTL K TT 1:100 000 2; THR-B + i T, N 1 )
PesncreHTHOCTb K TT Penko Al THR-A - N[, T317 N N, 1 N

AP — ayTOCOMHO-peLieccuBHbIN TUN HacnefoBaHus; Al — ayTOCOMHO-AOMUHAHTHBbIN TN HacnepoBaHUA; N — HOpMa; T — BbllLe HOPMbI; | — HUXe HOPMbI.
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NPUNOMXEHME B.
ANrOPUTMbI AEVNCTBU BPAYA

ANFOPUTM HEOHATAJIbHOTO CKPUHUHTA HA BPOXAEHHbIA TMNOTUPEO3
(AOHOLLEHHbIE AETW)

PoannbHbIn gom CraumoHap Monnknuunka

C6op 06pasLi0B KPOBU
1 [OCTaBKa B pervioHasnbHylo nabopatopuio
HeoHaTanbHOro (MacCoBOro) CKpUHUHTa

Y

JlabopaTtopus HeoHaTaNbHOro
(MaccoBoro) ckpMHMHra
onpegeneHne TTI
B CYXOM MATHE KPOBMU

Y

YpoBeHb TTI YpoeHb TTT 6(3/1'?;3:; Il)\/E:An
no 9 ME/mn 6onee 9 ME/mn
KoHcynbTauma
Ha 4-14 oeHb XXU3HWN Ha 4-14 geHb XXU3HU
SHAOKpMHonora!l
TTr-HopMma
Y

NHbopmaumsa B JINY
(cTaumoHap, poaLoM, NOANKINHNKA)
[Ns NOBTOPHOro 3a6opa KpoBu (peTecT)
1 gocTaBKa obpasua B labopatopuio
HeOHaTaJIbHOro (MacCOBOro) CKPMHUHIA

Y

A4
YTouHsAoWan AnarHocTrKka
Petect B nabopatopun YpoBeHb TTT WwaA A
N .| Habniopenune
HeoHaTasIbHOro > 6onee 5 ME/mn >
SHOOKpMHONOra
(MaccoBoro) cKkpMHuMHra cTapue 14 gHA XN3HN
JleueHne
YposeHb TTT
Jo 5 ME/mn
cTtapuwe 14 gHA »KU3HU

!

TTT-Hopma
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MPUNOMEHUE I'"-r2.

LWKAJIbl OLUEHKW, BONMPOCHUKU U APYTUE OLEHOYHbIE MHCTPYMEHTbI COCTOAHNA NALUEHTA,
MPUBEREHHbIE B KMTMHNYECKUX PEKOMEHAALUAX

NMPUNOMEHUET1.
LWWKAJIA ANTAP ANnAa AUATHOCTUKU BPOXXAEHHOIO TMMOTUPEO3A Y HOBOPOXXAEHHbIX

HassaHue: Wkana Anrap gnsa gnarHoCTUKMN BPOXAEHHOIO rmMnoTupeo3a y HOBOPOXAEHHbIX.

WcTouHuk: Jepos U.W., MeTepkosa B.A. CnpaBOYHUNK AETCKOrO SHAOKpUHosora. M.: Jntteppa, 2020.. C. 98.
Tvin: wWKana oueHKu.

Ha3HaueHue: oueHKa KNIMHNYECKNX CUMNTOMOB AJ1A ANarHocTuku Bl

CopeprkaHue (LIAGMOH) 1 KNKUYM MHTEPRPeTaLuu.

KnuHuuyecknin npusHak KonunuectBo 6annos
MynouHas rpbika 2
OT1eyHoe n1uo 2
3anopbl 2
MeHckni non 1
bnegHoOCTb, rMNoTEPMUA KOXN 1
YBenuyeHHbIN A3bIK 1
MblweyHasa rmnoToHnA 1
MKentyxa gonblie 3 Hepenb 1
LLlenywwieHne n cyxoCTb KOXK 1
OTKpbITbIN 34HNIA POAHNYOK 1
bepemeHHOCTb gnunacb 6osnee 40 Hegenb 1
Macca Tena npu poxxgeHun 6onee 3500 r 1

MoacHeHuA: gnarHo3 Bl yctaHaBnuBaeTca npu cymme 6annos 6onee 5.

NPUNOXEHME 2.
TECT BEKCJIEPA (ETCKUIA BAPVUAHT)

Ha3BaHue Ha pycckom A3bike: TecT Bekcnepa (geTckunm BapumaHT)

OpwruHanbHoe Ha3BaHue Wechsler Intelligence Scale for Children, WISC

NcTouHuk (odurumanbHbin caliT pa3paboTumkoB): TecT Bekcnepa: guarHOCTUKa CTPYKTypbl MHTeNNeKTa (OeTckuin Bapu-
aHT): MeToguuyeckoe pykoeogcTteo/l0.U. OunumoHeHko, B.U. Tumodee. — CaHkT-lNeTepbypr: MMATOH, 2016. — 106 ¢. —
(MMATOH. NpodeccroHanbHbIN NCUXONOrMYECKNiA UHCTPYMEHTapUin) www.imaton.com

Tvin: WKana oueHKn

Ha3HaueHwue: nccnegoBaHue CTPYKTYpPbl MHTENNEKTa y geten ot 5 go 16 net

CopeprkaHue (LWAbMoH) 1 KNoumn NHTeprpeTauus:

WISC (gna peteinn ot 5 oo 16 ner)

Bep6anbHas yactb HeBep6anbHas yacTb
0CBeJOMJIEHHOCTb HeZocCTalowWwme aeTanu
MOHATNINBOCTb NocnefoBaTeNIbHOCTb KaPTUHKM
apudmeTnUecKnin Ky6ukn Koca
CXOACTBO cKknagbiBaHue ouryp
CNOBapHbIN wundposKa
noeTopeHue Lnuop NabrpuHTLI
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OueHKa NHTeNNeKTyanbHoro passuTua (1Q)

ypOBeHb

meHee 70 YMCTBEHHas OTCTanocTb

70-79 NOrpaHUYHbIN ypOBEHb

80-89 CHUXEeHHaA HOpMa NHTeJN1eKTa
6onee 90 HopMa

90-109 CpefHui ypoBeHb

110-119 XopoLlaa Hopma

120-129 BbICOKU UHTENNEKT

6onee 130 BECbMa BbICOKMI

MosAcHeHUA: 3a Kaxabl CybTeCT mauneHT nosnyyaeT onpefeneHHoe Konnyectso 6annos, B nocnegywoulem 6anbHas

OLleHKa NepeBoANTCA B LWIKasbHYO B 3aBUCMMOCTU OT BO3pacTa. B xope TectupoBaHus onpepensetca 1Q o6wuin — vHTe-
rpasbHbI NOKasaTesb, ABAAIOWNACA UHAMKATOPOM obLiero nHTennekTa, IQ Bep6anbHbIli — NoOACTPYKTYpa O6LEro nH-
TennekTa, QyHKLUUOHVPOBaHKE KOTOPOW OCYLLECTBAAETCA B BepOasibHO-Nornyeckon G¢opme C npemmyLLecTBeHHOM Onopon
Ha 3HaHVA. |Q HeBep6anbHbIN — TaKXe ABNAETCA NOACTPYKTYPO 0OLLEero UHTENNEKTa, YCNELHOCTb BbINOHEHUSA JaHHON
YacTy TecTa CBA3aHa C yMeHUAMU ob6crielyemoro, 0CO6eHHOCTAMM ero NCUXobU3nYeCKnx, CEHCOMOTOPHbIX 1 NEPLENTUBHBIX
XapaKTEPUCTUIK.
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