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Pesiome

BpoXKAEeHHbIN rMNoTMPEeo3 ABAAETCA OOHMM 13 3HAUMMbIX U YacTO BCTpevarowmnxca 3abonesaHuin
LMTOBMAHON Xene3bl y AeTel. ITO STUONIOrMYECKN reTeporeHHas rpynmna TMpeonaTuin BpoXKAeHHO-
ro VAN HacneacTBEHHOrO reHesa, CpeAn KOTOpbIX HacneACcTBEHHble GpopMbl BCTpeyatotca B 10-15%
cnyyaes. B cTaTbe NpofeMOHCTPPOBaHbl CEMENHbIE ClTyYan BPOXKAEHHOMO MMMNOT1Peo3a C 3060M 1
6e3 306a c ayToCOMHO-peLieccrBHbIM (AP) TUNom HacnegoBaHusA. BHeapeHue B KNMHMYECKYHO NPaK-
TUKY MOJNIEKYNAIPHO-TeHeTUYeCcKol BepndmrKaluum BPOXAEHHOrO rMnoTMpeo3a No3BOANT YTOUHUTb
naToreHeTUYeCcKnii MexaHu3M Npu HacnedcTBeHHbIX popMax 3aboneBaHus, a TakxKe [OCTOBEPHO
NPOrHO3MpPOoBaTb PUCKN NMOBTOPHOMO POXAEHUA B ceMbe pebeHKa C aHanornyHom natonornei.
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Abstract

Congenital hypothyroidism is one of the most significant and common thyroid diseases in children.
This is an etiologically heterogeneous group of thyroid disorders, among which hereditary forms
occur in 10-15% of cases. The article demonstrates family cases of congenital hypothyroidism with
and without goiter with autosomal recessive inheritance. The introduction of molecular genetic
verification of congenital hypothyroidism into clinical practice will make it possible to clarify the

«PeuenT», 2023, Tom 26, N2 5 689


https://doi.org/10.34883/PI.2023.26.5.016

Ponb HacnegcTBeHHbIX (I)aKTOpOB B Pa3BUTUN BPOXAEHHOIO rMNOTNPEOD3a

pathogenetic mechanism in hereditary forms of the disease, as well as to reliably predict the risks of
having a child with a similar pathology.
Keywords: congenital hypothyroidism, dysgenesis, dishormonogenesis, goiter

W BBEAEHUE

BpoxaeHHbIn runotupeos (Bl - ofHa 13 Hanbonee 4acTo BCTPEYALWUXCA NaATONOMNIA WNTO-
BMAHON xene3bl (LX) y HoBopoXXAeHHbIX. 9TO reTeporeHHas rpynna 3abonesaHnin BpoOXAeHHOro
WM HacNeaCTBEHHOIO reHes3a, B OCHOBE KOTOPOW NIEXMT MNOHAaA WK YacTUYHaA HeJoCTaTOYHOCTb
TUPEOUAHbIX FOPMOHOB, NMPUBOAALLAA K 3afepXKKe pa3BUTUA BCEX OPraHOB 1 CUCTEM OpraHu3ma
npu OTCYTCTBUM CBOEBPEMEHHO HauyaToro fieyeHuna [1]. TopmoHbl WK mrpatoT KnioueByto posib B
MeTabonusme 1 perynaunm npoLeccoB pasnyHbIX OPraHoB 1 cUCTeM. B nepuog makcrmManbHOro
pocTa M aKTUBHOIO HelporeHesa, 0COGEHHO B MepBoOe Mosyroave Xu3Hu pebeHka, HepoCTaToK
TUPEONAHbBIX FOPMOHOB NPUBOANT K HapyLIEHNIO NPOLECCOB MUETIMHN3AaLMN HEPBHbBIX BOJIOKOH,
CHVIXXEHWIO HaKoMAEeHNA NUMNMAOB Y FNKONPOTENAO0B B HEPBHOW TKaHW. MopdodyHKLMOHanbHbIe
M3MeHEHUA B MeMOpaHax HEMPOHOB MPOBOAALLMX MyTeil MO3ra BeAyT K rpyobiM U HeobpaTUMbIM
noBpeAeHNAM LieHTpanbHO HEPBHOM cnctembl [1-3].

BonbWMHCTBO HOBOPOXAEHHbIX NPU POXKAEHUN HE NMEIOT ABHOWM cumnTomaTuku Bl KnuHnue-
CKMe NPOoABNEeHNA HeCcneunpuUHbl U HapacTaloT B paHHEM NOCTHATa/IbHOM Nepuoe B 3aBUCUMOCTU
OT NPOAOMKUTENBHOCTM U TAXKeCTU 3aboneBaHna. OCHOBHbIMU cMMmnToMamn Bl B HeoHaTanbHOM
nepuope ABNAIOTCA NepeHoLleHHan 6epemMeHHOCTb, MPU3HAKN HEe3PeNoCTU Y JOHOLWEHHOro pebeH-
Ka, Macca Tefa npu poxaeHnumn bonee 3,5 Kr, OTEUHOCTb NKLA, MaKpOrIoccus, rpy6bbiii rofoc npu
nnayve, NO34HeE OTXOXAEHMNE MEKOHMA 1N OTNajeHMe MYNOYHOro KaHaTuKa, nioxaa anutennsaumsa
NYyNOYHOW paHKK, 3aTAHYBLIAACA xenTyxa [2]. 1o mepe HapacTaHWA rMNOTUPOKCUHEMUN B TeYeHne
nepBblX HECKONbKUX Hefenb KAVHMYECKMe NMPU3HaKN CTaHOBATCA 6onee oyeBUAHbIMU. B oTcyT-
CTBUE fIeYeHNA 3HAUUTENBHO BO3PaCTaeT PUCK HEOOPaATIMOro NMOBPEXAAOLWErO AENCTBUS TUPEO-
WAHOWN HeAOCTAaTOYHOCTU Ha HEPBHYIO CUCTEMY. DTW AaHHbIE CTanu onpesenAloWnuMnN gia BKIOYe-
Hua Bl B nporpammy mMaccoBOro HeoHaTaslbHOrO CKPUHMHIA B GONbLUMHCTBE Pa3BUTbIX CTPaH And
CBOEBPEMEHHOW IMarHOCTVKM U PaHHEro NieyeHns 3aboneBaHus.

Mo pe3ynbraTam HaLMOHaNbHbBIX CKPUHMPYIOWMUX NPOrpamMm, CpeHAA YacToTa BCTPeYaemMoCTu
nepsuyHoro Bl B eBponenckon nonynaumm coctaBnaeT 1 Ha 4000 HoBopoxAeHHbIX [3-5]. B Pecny-
6nuke benapycb, No faHHbIM NOMNYAALMOHHOIO HEOHATaNbHOrO CKPUHKHIa 3a 1991-2010 rr., yacTo-
Ta nepBuyHoro Bl coctaBuna 1:6570 HoBOpOXAeHHbIX [6]. Y aeBoyek 3aboneBaHme BCTpeyaeTcs B
2-2,5 pasa yalue, yeM y Manbumkos [7, 8].

Bl - 510 3TMONOrMUEecKM reTeporeHHoe 3abonesaHue. Cpefyn Bcex cnyyaeB Bl 85-90% aBnsioT-
cA cnopagmyeckumn u tonbko 10-15% accouumnpoBaHbl ¢ MyTaumamn B reHax [9]. bonbwmnHcTBO
MOHoreHHbIx dopm Bl Hacnegytotca no AP-Tuny, eaAnHMYHbIE — ayTOCOMHO-AOMUHAHTHO (A[]) (reH
DUOX2 u IYD) [9, 10]. B HekoTOpbIX Cily4asax 3TUOMOrMI0 TUPEOoNnaTM YCTaHOBUTb He yaaeTca, Tak
Kak MHOroYMCNIeHHble reHbl MOryT GbiTb BOBIeUEHbl B MHOFOGaKTOPHYIO STUONOTMIO NEPBUYHOTO
BI' [10]. Knaccndpumkaumsa Bl, yactota BCTpeyaeMoCTy pa3nnyHbiXx GOPM U CBA3b C reHeTUYeCKUMN
dakTopamu npefcTaBneHbl B Tabn. 1.

JeduunTt ropMOHOB LUTOBUAHOW XKenesbl NPU POXAEHUN Yalle BCEro CBA3aH CO CTPYKTYp-
HbIM fedeKToM camMoii Xenesbl B BUAe ANCreHe3nn U N3MEHEHNEM BUOCKHTE3a FOPMOHOB (Anc-
ropMoHoreHes). 3T HapylleHUA OTHOCAT K nepBuyHOMY B, nona kotoporo coctaBnset 80-85%.
NedeKTbl NpoLeccoB AeTepMUHALUK, YCKOPEHWe anonTo3a NpeaLwecTBEHHUKOB GOMTMKYNAPHBIX
kneTok LXK, npexxgeBpeMeHHOe NpekpalleHre MUTPaLNOHHOro npoLuecca ABAATCA NPUYNHaMn
ONCOIMOpPUOTeHe3a Xenesbl Y MPUBOAAT K ANCTEHE3UN B BUAE MMMOMNIa3ni, arsiasum unm sKTonum
opraHa. Bl Bcneactsme gncreHesnu LXK B 2 pasa valle BcTpeyaeTca y xeHwuH [11]. K HacToAwemy
BpeMeHW BbISIBNIEHO 5 reHoB, OTBETCTBEHHbIX 3a pa3BuTue Bl Bcneacteue ancreHesnn LWPK: TSHR,
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PAX8, FOXE1, NKX2-1, NKX2-5. M3yueHrne MonekynAapHbIX MeXaHW3MOB, Nexallynx B OCHOBe naTo-
reHesa AucreHesuy opraHa, No3BOJSIMIO BblAENUTb U30NIMpPOBaHHbIe GOPMbI 3a60N1eBaHMSA, a TakKe
BbIABUTb Bl B cocTaBe HacneacTBeHHbIX cMHapomos [9, 10, 12].

MyTauun B reHax PAX8 1 TSHR npuBogAaT K M301MpOBaHHbBIM HAPYLUEHUAM NPOLECCOB 3MOPUO-
reHesa LK. Mopdonornyeckoin ocHoBol Bl MmoryT 6biTb Kak annasus, runonnasus, skronus LK,
TaK 1 HopMasbHble pa3mepbl opraHa. MyTtauum B reHe NKX2-1 nexaT B OCHOBe pa3BUTUA CUHAPO-
Ma «MO3rF — Nlerkune — WMTOBUAHAA Xefle3a», KOTopbI npoasnaeTca gucreHesunen LXK, xopeoaTeto-
30M 1 pecnnpaTopHbIM AUCTPeCcc-CMHAPOMOM 6o accoumaumen gucreHesnm LK ¢ pobpokaue-
CTBEHHON xoppeen. MyTauum B reHe FOXE1 accouyumnpoBaHbl ¢ cnHgpomom bamdopTa - Jlasapyca,

Ta6bnuua 1

Knaccudmkauyuma Bl n yactora Bctpeyaemoctu [2]

Table 1

Classification of congenital hypothyroidism and frequency of occurrence [2]

Knaccupukauusa Bl v gedpektbl reHoB Yacrora

l. MepBMYHbIN rMNOTNPEO3:
) AncreHesua (myTtaumu reHos PAX8, FOXET, NKX2-1, NKX2-5):
areHesus;
rmnoreHesus;
aucronus.
ONCrOPMOHOreHes:
nebekT HaTpuit-ogHoro cumnoptepa (myTtauum SLC5A5 (NIS)); 1:30000 — 1:50000
nedekTbl cMHTe3a nepekuncy Bogopoda (DUOX2, DUOXA2, TPO); ’ ’
nedbekT neHgpuHa (mytauum SLC26A4 (PDS));
nedeKT cmHTe3a TupeornobynvHa (MyTtauua reHa TG);
nebekT genoanposaHna (MyTauum reHa IYD).
pe3uncteHTHoCTb K TTT (aedekT reHa peuentopa TTT (TSHR))

1:4000

BIII—‘

Pepko

@

Il. LieHTpanbHbIi rnoTupeos (BTOPUYHbBINA, TPETUYHbIN):
1) coueTaHHbIN AedULMT runodrsapHbIX FropMoHOB (MyTaumm reHoB HESX1, LHX3, LHX4, | 1:16000

Pit1, PROP1); 1:75000 -
2) wn3onupoBaHHbIN feduumnt TTI (MyTaumm reHa, KogupyioLero a-cyobeguuunuy TTT) 1:100000
. Mepudepryecknin runoTnpeos 1:100000

1) Pe3nCTEeHTHOCTb K TUPEOMAHBIM FopMoHaMm (MyTaumu reHoB THRA 1 TRHB);
HapyLleHue TpaHcnopTa TMPEOUHbIX TOPMOHOB (MyTaLua reHa MCT8)

IV. TpaH3UTOPHBIN FMNOTUPEO3 (reTepo3nroTHble MyTauum reHos DUOX2 wnu

DUOXA2) HeunssectHa
Ta6bnuua 2
KnuHuko-reHeTnyeckas xapakrepuctuka Bl c gucreHesuen LK
Table 2
Clinical and genetic characteristics of congenital hypothyroidism with thyroid dysgenesis
len HacnepoBaHmne | KnuHunveckum cnektp
FOXE1 AP Aucrenesuna LLPK, aTpesna xoaH, paclienvHa Heba, BONOCbI C OCTPbIMU NpAJA-

mu (cuHgpom bamdoppaa - Jlazapyca)
TSHR AP [wncreHesuna (rmnonnasuna/Hopma)
OuncreHesuna WX (rmnonnasua/annasuna/skronua/Hopma), BO3MOXKHa accolma-

PAX8 AP .

LMA C BPOXKAEHHBIMW NOPOKaMM MOYEBOW cncTembl [14]

OuncreHesuna LK, xopeoateTo30m 1 pecnnpatopHbiM ANCTPECC-CUHAPOMOM
NKX2-1 AP , M

nunbo accoumaumm grucreHesum LUK c nobpokauecTBeHHoON xoppeei
NKX2-5 AP OuncreHesuna WK (annasua/akTonua/Hopma), BpOXXAEHHbIE MOPOKM cepala
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KOTOpbI BKNtoYaeT, momumo BI, aTpesunto xoaH, pacwenvHy Heba 1 BOMOCbl C OCTPbIMU NPAZAMM.
MyTauunm B reHe NKX2-5, sKkcnpeccus KOToporo BbisiBieHa B TKaHAX LXK n cepaua, o6bacHALT npu-
UMHY YBENIMYEHUA YacTOTbl BPOXKAEHHbIX Mopokos cepaua (BINC) y nauunentos ¢ Bl [11, 13]. OcHos-
Hble reHeTuueckue pedektbl gncreHesnn LK n nx KnvHuYeckne nposBieHUs NpeacTaBfieHbl B
Tabn. 2.

OpHako NpuymMHa HapyleHua 3aknagku LXK B 6onblunMHcTBe clyyaeB ocTaeTcA HeM3BeCTHa, ac-
coumaLmio ¢ MyTaLMAMM reHax yaaeTca yCTaHOBUTb TOMNbKo B 2% cnyyaes [11].

B otnunume ot aucreHesun LK 60nbWIMHCTBO HacnefCcTBEHHbIX popM 3aboneBaHuA ABNAET-
cs cnepcTBremM AedeKToB B reHax AncropMoHoreHesa (reHbl DUOX2, DUOXA2, DUOX1, TPO, TG,
SLC26A4, SLC5A5 n TSHR), 0 uem CBMAETENbCTBYIOT pe3ynbTaTbl MONEKYNAPHO-TEHETUYECKNX UC-
cnegosaHui [9, 10, 15, 16]. Ha gonto TnpeongHoro ancropmoHoreHesa npuxogutca 10-15% cpean
BCeXx cslyyaeB BI, npy KOTOPOM FrMNOTUPOKCUHEMUA — 3TO CleAcTBUe AedekTOB Ha OAHON U3 CTagui
6uocuHTe3a ropmoHoB LLIX (puc. 1).

[JaHHan rpynna 3aboneBaHUin reTeporeHHa Mo CBOel MOJNEKYNAPHON OCHOBE, OfHAKO CXOXa
no peHoTUNMUYECKUM nposasneHnaM. Mopdonornyeckoi 6a3oli ANCropMoHOreHe3a MOXeT ObITb
300, bopMUpyOLWMIACA BHYTPUYTPOOHO UMM MOCTHaTanbHO, UM HOPMasibHble pa3Mepbl OpraHa.
K cuHppomanbHbiM dopmam Bl B 3TOM rpynne oTHOCMTCA TONbKO cMHApOM lNeHapena, xapakTepu-
3YIOLWMIACA BPOXKAEHHBIM MMNOTMPE030M, 3060M 1 HENPOCEHCOPHO TYrOyXOCTbio BC1eACTB/E MY-
Tauuu B reHe PDS. BonbLIMHCTBO MOHOMeHHbIX GOPM ANCrOPMOHOreHe3a HacneaytoTca no AP-tuny,
eavHuyHble — ALl (reH DUOX2 n 1YD). OcHoBHble reHeTnyeckune gedekTbl AUCTOPMOHOreHesa 1 nx
KIIMHUYECKME NPOsBIIeHNA NpefCcTaBieHbl B Tabn. 3.

B HeKoTOpbIX Ciyyasx STUONOMMI0 AUCTOPMOHOreHe3a YyCTaHOBUTb He YAaeTcs, Tak Kak MHOro-
UnCNeHHble reHbl MOTyT BbiTb BOBMIEUEHbI B MHOFOGbaKTOPHYO STMonoruto nepsmyHoro Bl [10].

YTOUHeHNe MoNeKynApHO-FeHeTUYecko ocHOBbI BI' faeT BaxHyl0 uHboOpmaumio AnA MNOHU-
MaHUWA CNIOXHbIX npoueccoB MopdoreHesa LMK, ponn HacneacTBeHHbIX U cpefoBbix $pakTopoB

Basolateral I uptake

Circulation

Basolateral Y

Thyroid T4 T3 membrane /
\ follicular cell Lysosome S/ |
| TG |
I| s A |
\ MT  DIT [

Catalyzes organification ol

Generates H.O, iodide & coupling of MIT &

. I" recycling |
\ for iodide |

‘ ’
~ organification DI tor form THT4 : l'_ MIT, DIT .
\ ek DUOXA2 T~ V 'rsrmsmeF
\ e R |
Apicaly, S ~ Accessory protein for _H:roa * . '_ . ,lll
membrane DuQKz ()~ Recycles unused ~
' D iodide
(rcr = (U

Apical I efflux

Lumen MIT DI
Glycoprotein upon which
TH synthesis & storage
OCCUrsS

Puc. 1. BuocuHTe3 ropmoHos LLPK B ponnunkynsapHbIX KneTkax u MyTauum, npusoaaime

K aucropmoHoreHesy [10]
Fig. 1. Biosynthesis of thyroid hormones in follicular cells and mutations leading to dishormonogenesis [10]
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Ta6bnuuya 3

Buoxumunueckas, reHeTuueckas u KNnHn4eckas xapakrepuctuka Bl, o6ycnosneHHoro
AncropmoHorexHesom [15]

Table 3

Biochemical, genetic and clinical characteristics of congenital hypothyroidism caused
by dishormonogenesis [15]

Fen IeerT Hacnepgo- | KnuHuueckui Buoxumunyeckmne Kpun-
BaHue cneKkTp Tepun

TG DedekT cuntesa T AP 306 TIC 1,74, 1M1/

TPO RedexT opratmdukaumm | 306 TIT 1,74, T 1
nopa

SLC26A4, PDS [edekT TpaHcmembpaH- AP BI, 306, HelpoceH- TTM, T4 | /N, Tr 1
Horo 6enka neHaprHa COpHas Tyroyxoctb

SLC5A5,NIS  [ledexT TpaHcnoprTa iiopa | AP BI, 306 T4, T4, T4

DUOX2, [edekTbl cMHTE3a nepe- AP Af BT, 306 TTT1/N,T41, T 1

DUOXA2, IYD Kncu Bogopoaa

MNpumeyanua: N — Hopma, T — NOBbILWEH, | — MOHMXKEH.

Ha pa3BuTre Tpeonatu. C NPakTUYECKO TOUKM 3PEHUS 3TO NO3BOJIAET ONTUMM3NPOBATb ANCMNAH-
cepHoe HabnoaeHne nauneHToB ¢ Bl 1 pa3paboTtaTb ageKBaTHblE MOAXOAbI K MEAVNKO-TEHETNYECKO-
My KOHCY/IbTUPOBAHUIO B UX CEMbAX.

B LIEJIb NCCNEAOBAHUA

I'Ipe;lCTaBneHme KNMHMYECKNX CEMENHbIX cny4yaeB BI' c 3060m 1 ¢ HOPMaJibHbIMM pa3Mepamin

LK.

B MATEPWAJIbI N METObI

B Pecnybnuke Benapycb MaccoBbili HEOHATaNbHbIN CKPUHUHT Ha Bl npoBogutca ¢ 1991 r. 3a-
60p KanuIAsPHOWN KPOBU BbINONHAETCA Ha CrielmanbHbli 6naHk dunbTpoBanbHo 6ymarn 1 nocne
BbICYLIMBaHNA AOCTABAAETCA MOYTON B KIIMHWKO-ANArHOCTMYECKYIO reHeTnYecKyto fabopaTtopuio
PHIML «MaTb 1 autar. lnarHoCTrKa ocyLecTBaseTcA nyTem onpeaeneHna yposHa TTI B Cyxux NAT-
HaX KPOBM METOAOM UMMYHOPIOPECLEHLNN C TOMOLLbIO AnarHocTMKymoB DELFIA NeoTSH, Perkin
Elmer, CLLUA. Anroputm fMarHOCTVKK, NeYeHns 1 AUHAMUYECKOTO HabnioaeHns AeTel C NepBUYHbIM
Bl onpeneneH npukaszom MuHncTepcTBa 3gpaBooxpaHeHms Pecny6nuku benapycb ot 07.08.2009
Ne 781. CornacHo gercTByioLemMy KIMHUYeCKOMY NPOTOKONY NPy NpeBbilweHnr YpoBHA TTI B nATHe
KpoBsu Bbiwe 15 MME/n npoBOAUTCA NOBTOPHOE TecTupoBaHme. B ciyyae coxpaHAoLWweroca noBbl-
weHnA ypoBHA TTI B NATHe KPOBY BCe HOBOPOXAEHHbIE, KaK NpaBuno, rocnutanusmpytotca B PHIML,
«MaTb 1 anTA» ANA yTOYHEHWA AnarHo3a, NPOBeAeHUA KOHCYbTaunm Bpaya-reHeTuKa, SHAOKPUHO-
nora, HeBporora 1 noabopa ropMoOHO3aMeCTUTENIbHON Tepanuu. Bepudrkaums gnarHosa Bkovyaet
onpepgeneHne TUPEONHbIX TOPMOHOB B CbIBOPOTKE KPOBWU, YNbTpa3BYyKOBOe ncciegoBaHue LK.
Mpy HeobXoAMMOCTM OONONHWUTENBHO BbIMONHAETCA 3MeKTpoKapanorpadus, sxokapavorpadus
(3%0KTI) n ppyrne MHCTpyMeHTanbHble 1 nabopaTopHble MeToAbl ccnepoBaHusA. MNpy noaTBepXae-
HUW AMarHo3a Ha3HavyaeTcA Tepanua NeBOTUPOKCMHOM HaTpuA B o3e 10-15 MKr/Kr/cyT Ana gOHo-
LUIEHHbIX HOBOPOXAEHHbBIX 1 8—10 MKI/Kr/CyT AnA HEAOHOLEHHbIX. BeprndrnKauua guarHosa Ha 6ase
MHoronpoounbHoro yupexaeHus PHIML «MaTb 1 AuTa», MEAUKO-TeHeTUYeCKOe KOHCYNIbTUPOBaH/e
BCEX MALMEHTOB C BPOXAEHHbIM MMMNOTUPEO30M MO3BONAIOT OLEHWUTb YacTOTy HaCNneACTBEHHbIX
dopm 3aboneBaHNA NyTem yueTa cemelHbIX ciyyaeB. B fanbHelwem gucnaHcepHoe HabnoaeHne n
KOppeKUMIo leveHna NauneHToB ¢ Bl ocylecTBNAIOT Bpaun-3HAOKPUHONOMN MO MECTY XUTeNbCTBa.
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MaumneHTbl ¢ cemenHbIMU GopMamMm Npu coueTaHum Bl ¢ BpoXKAEHHbIMU MOPOKaMK Pa3BUTUA NPO-
JOMXKaloT ANHaMUYeCcKn HabnoaaTbca Bpayamum-reHeTrKamm.

B PE3YJIbTATbl U OBCYXAEHWE

Mop HabniofeHneM reHeTMKOB OTAeNeHNs MeauKo-rTeHeTUYeCckoro KoHcynsTupoBaHus PHIL
«MaTb 1 guTa» Haxogntca 14 nauumeHToB ¢ Bl 13 6 cemeid, 13 HKX 4 cemby C Napoli cMbcoB 1 ABe
cembu ¢ Tpems cnbcamu. /13 aHamHe3a YyCTaHOBJIEHO, UTO B [IBYX CEMbsX C Tpems cubcamu oTaro-
LeHHbI CeMeliHbI aHamHe3 B BMAE CYOKNMHUYECKOro rMnotupeosa y matepu Ha ¢oHe ayTo-
UMMyHHoro Tupeoungmuta (AUT) ¢ MeanKamMeHTO3HOWM KomneHcaumel Bo Bpema 6epemeHHOCTEN.
B nonosumHe Bcex cnyyaeB 6epemMeHHOCTY NpoTekanu 6e3 0cobeHHOCTel, Y OCTabHbIX — Ha GpoHe
Yrpo3bl NPePbIBAHUS Ha PaHHUX CPOKaX, PeCnMpaTOPHbIX BUPYCHbBIX MHGEKLMIA, 060CTPEHNA XPo-
HUYecKol nHoeKUUn moyeBbiBOAAWMX nyTen. MpakTnyeckn Bce 6epemeHHocTH (13 13 14) 6binn
JOHOLLEHHbIMK, POAbl B cpoke 38-42 Hepgenn. B ogHOM cnyyae — SKCTPeHHOe KecapeBo ceyeHune Ha
35-36-11 Heflene No NpUYKHe recto3a y »KeHwuHbl. B 28,6% cnyyaeB 6epeMeHHOCTY 3aBepLUNINCD
onepaTMBHbIMK poAamu NyTeM KecapeBa ceveHuna. CpefHAA Macca Tena HOBOPOXKAEHHbIX COCTaBU-
na 3444+426 r. BoNbWNHCTBO HOBOPOXAEHHBIX (74,1%) 6binn BbiNMCaHbl U3 POAUSIBHOIO AoMa 6e3
yKa3aHuA Ha natonorunio. B octanbHbIx cnyyasax mnageHubl nepesefeHbl B CTaLMOHap B CBA3M C 3a-
TAXKHOW XeNnTyxon 1 uHdekumen, cneundryeckon ana neprHaTtanbHoro neproaa. lMpy nepsryHoOM
TecTupoBaHumM ypoBeHb TTI B NATHE KPOBY Y HabnogaeMblx NaLMEHTOB C ceMelHbIMU dopmamu B
B cpefHem coctaBun 121,58+79,56 MME/n (npu Hopme go 15 MME/n). Mo pe3synbtatam ynbTpasByKo-
Bo amarHocTukn LXK y 28,6% BbisBneH 306 ¢ Anddy3HbIMM N3MEHEHNAMM B CTPYKTYpPe Kenesbl, B
OCTaNIbHbIX C/TyYasax opraH BU3yann3npoBaH B TUMMYHOM MecTe, o6bemM COOTBETCTBOBaJT BO3PacTy
(Tabn. 4). NocTaHOBKa AMarHo3a 1 Hayano ropMOHO3aMeCTUTENIbHOW Tepanun y BCex AeTel 6binm
npoBefeHbl B ONTMManbHble CPOKN — A0 1 MmecALa »KU3HMW.

KnuHunuyeckunn cnyyanm 1

MepBbilt pebeHoK B cembe T. poaunca ot 3-i bepemeHHOCTU 2-X pofoB. MTorn npepblayLwmx
6epeMeHHOCTeN — Hepa3BUBatoLaAcA 6epeMeHHOCTb MaJIoro CPOKa M CPOYHbIE POAbI 3B0POBbLIM
Manbuukom. PoanTeny comatyecku 3L0POBbl, HE COCTOAT B KPOBHOPOACTBEHHOM Gpake. bepe-
MeHHOCTb NpobaHAOM npoTeKana 6e3 ocobeHHOCTel U 3aBepLInIach CPOYHbIMK poaamu B 40 He-
Jenb feBoYKon, Bec npu poxaeHumn 3980 r, pocT 54 cm. 3akpuuana cpasy. bbina BbinncaHa gomon
Ha 6-e cyTKM 6e3 yKasaHuA Ha natonoruio. Mo pe3ynbTatam MacCoBOrO CKPUHWMHIa HOBOPOXEH-

Ta6bnuua 4

KnunHnyeckui cnekTp comaTmyeckoro ctatyca HOBOPOXKAEeHHbIX B CEMbAX C Hac/IeACTBEHHbIMU

¢$opmamn Bl

Table 4

Clinical characteristics of newborns with hereditary forms of congenital hypothyroidism
MokasaTtenu A6c¢. (n=14) %
KenTywWHOCTb 1 CyXOCTb KOXM 11/14 78,6
Makpornoccus 3/14 214
lpy6bliii roioc npu nnave 2/14 14,3
MynoyHas rpbika 5/14 35,7
MblweyHaa AUCTOHUA/TMNOTOHNA 13/14 92,8
BpoxnaeHHble nopoku cepaua (BINC) (centanbHble NOPOKM, OTKPbITbIA apTepu-

. 6/14 42,8

anbHbIn NpoTok (OA))
Kannkonuenoskrasunsa 2/14 14,3
MN3meHeHus Ha HepocoHorpadum (HCT) (oTek, He3penocTb, cyb6aneHgumarb- 7/14 50

Hble K1CTbl (CIK))
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HbIX, B3ITOTO Ha 4-e CYTKI XM13HU, Obl BbIsIBNIEHHDIN NOBbILEHHbIN ypoBeHb TTI B NATHE KPOBU A0
191 MME/n (npu Hopme go 15). PebeHok Bbi3BaH B PHIL «MaTb 1 gnuTa» ana yTouHeHUs AmarHosa.
Mpy ocMoOTpe OTMeUeHbl MblleyHan AUCTOHNA, rmnopedneKkcrs, nerkasa NKTEPUYHOCTb U CyXOCTb
KOMHbIX MOKPOBOB, rpybOblii ronoc Npu Maye, pacluMpeHHasa BEHO3HaA ceTb nepefHelt 6pioLu-
HOW CTeHKM, MynoyHasa rpbixa. Mpu onpegeneHnn ropMOHOB B CbIBOPOTKe ypoBeHb TTI coctaBun
384,68 MME/n (Hopma 0,63-4,19), cBo6oaHbI T4 — 4,46 nmonb/n (Hopma 10,3-25,6), uTo NOATBEPX-
pano avarHos Bl Ha Y3U wutoBuaHon xenesbl BbiABieHa riunepnnasua (obwmii ob6bem 2,1 cm?),
3XOCTPYKTYpa HEOAHOPOAHAA C rMMNep- Y FTMMNO3XOreHHbIMY BKloYeHUAMKN. HayaTa 3amecTTenbHas
ropmoHOTepanua 1eBOTMPOKCUHOM HaTpuA B fo3e 50 MKr/cyT (13 pacuyeTa 12 MKr/Kr) Ha 26-e cyT-
K1 >Ku13HU. HCT — neprBeHTPUKYNAPHBIN OTeK, aCUMMETPUA NepefHUX POroB 60MbLLNX XeNly[J04KOB
6e3 pacwmpeHns. PebeHOK OCMOTPEH HEBPOJSIOTOM, BbICTaB/IEH AMarHo3: uepebpanbHas uwemus,
cuHgpom yrHeteHma LHC Ha doHe Bl Yepes 14 gHelr OT Havana Tepanvu oTMeYyeHa HopManm3sauua

Ta6bnuuya 5

KnnHuko-na6opaTopHas xapaKrepucriuka cu6cos ¢ Bl ¢ 3060M Ha MOMEHT NOCTaHOBKM AuarHo3a

Table 5

Clinical and laboratory characteristics of siblings with congenital hypothyroidism with goiter

Mokasartenn
Mon

Oco6eHHOCTN TeueHnA bepemeH-
HoCTK

Cpok rectauuu (Heg.)

Macca Tena npu poxaeHun (r)
PocT (cm)

OueHka no Anrap (6ann)

Mepwvog apgantayun

TTT B NATHe KpoBM
(Hopma go 15 mME/n)

KnnHunuyeckmn ctatyc

TTT B cbiBOpOTKE
(Hopma 0,63-4,19 MME/n)

CB.T4 B cbiBOpOTKe
(Hopma 10,3-25,6 Nnmonb/n)

Y3U LXK
OxoKr

HCr

Y31 OB

J1eBOTMPOKCUH HaTpuA
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Cnbe 1
MeHcknin

Het

40
3980
54
8/9

Be3 ocobeHHoCTeN. BbinncaH
IOMOW Ha 6-e CyTKMn

191

MblweyHasn guctoHus, runoped-
NeKCA, Nerkas NKTepUYHOCTb

N CYXOCTb KOXHbIX MOKPOBOB,
rpy6biii ronoc npw nnave, paclum-
peHHan BeHO3HaA ceTb nepepHei
GPIOLLIHOI CTEHKU, MYNOYHas
rpbika

384,68

4,46
lMnepnnasua (06wuit 06bem

2,1 cm®), Anddy3Hble n3meHeHNsA
He nposogunocb

MepnBEHTPUKYNAPHDINA OTeK,
aCMMMETPYA NepeHUX POros
60nbLUKIX XKenyAouKoB 6e3 pac-
WNpEeHNA

be3 natonorumn

12 mKr/Kr/cyT

Cnbe 2
Myxckon

Het

40
3940
53
8/8

MepeBepeH B cTaynoHap (MHdeK-
ums, cneundnyeckan ana nepuHa-
TaNnbHOro Neprofa, HeoHaTabHasA
XKenTyxa, 3aTAKHOe TeyeHue)

119

KenTywHOCTb KOXKHbIX MOKPOBOB
1 CKNEep, MblLLeYHas T’MnoToHUs,
OTeYHOCTb NMLA, MaKpornoccus,
BbIpaXKeHHOe B3[yTUe XMNBOTa,
CKJTOHHOCTb K 3arnopam

655

0,02

lMnepnnasua (06wuit 06bem
3,49 cm®), anddy3Hble n3meHeHns

BMC: AMMM
Hespenoctb

MNMuenokanukosKTasna cnesa,
nnenosKTa3nAa cnpasa

11,5 MKr/Kr/cyT
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Ponb HacnegcTBeHHbIX (I)aKTOpOB B Pa3BUTUN BPOXAEHHOIO rMNOTNPEOD3a

CbIBOPOTOUHbIX YPOBHEN neprdepryeckmx TMpeornaHbIX FOPMOHOB, pe6eHOK BbinucaH Jomol. Pe-
KOMeHJ0BaHO NPOA0SIXKaTb NPUEM NIEBOTUPOKCMHA HaTPUA B NPEXHEN JO3NPOBKE C NOC/eyoLWnm
KOHTpOJIEM TVPEOUAHOTO CTaTyca. B aanbHeliwem pebeHOK perynsapHO 0CMaTpuBancs FeHeTUKOM,
OCYLLECTBNANCA MOHUTOPUHT NeYEHUA C LeNblo KoppeKuun o3npoBKu npenapata. Gusnyeckoe un
NCXOMOTOPHOE Pa3BUTNE COOTBETCTBOBASIO BO3PACTY.

Yepes 8 neT B ceMbe poxaaeTca Manbumk B cpoke 40 Hepenb. bepemeHHOCTb NpoTekana 6e3
ocobeHHocTeln. Macca npu poxaeHumn 3940 r, pocT 53 cm. OueHka no wkane Anrap 8/8 6annos.
M3 pongoma pebeHoOK nepeBefeH B MHGEKLMNOHHOE OTAENEHME B CBA3M C MHdeKumel, cneunduy-
HOW AnA nepuHaTafbHOro Mepuoga, M HapylleHWeMm nuueBapeHma. Ha MOMEHT cTaumoHapHO-
ro neyeHns pebeHoOK OCMOTPEH FrEHETVKOM B CBA3U C MOBbILLEHHbIM YpoBHeM TTI B NATHe KpPOBU
8o 119 MME/n (npn Hopme go 15). KoHueHTpauna TTI B cbiBOPOTKe KpoBM cocTaBmna 655 MME/n
(npy Hopme 0,63-4,19), cBo6oaHbIN T4 — 0,02 nmonb/n (Hopma 10,3-25,8). Y3U WK - runepnna-
31s opraHa (06wwit o6bem 3,49 cm’®) 1 aAnddysHble U3MEHEHUs B CTPYKType enesbl. [1o pesynb-
TaTam IxoKI - BINC: gedekt mexnpencepaHon neperopogkm (AMIIM) B cpegHen Tpetn 6 MM C UH-
TEHCMBHBbI NIeBO-NPaBbiM COPOCOM, rMnepTpodUsi MEXKENYIOUKOBOIN NePeropoaKku, ANChyHKLUA
aopTasibHOro KnanaHa, fob6aBoyHas xopAaa NeBoro »enygouka (OAXJ1XK). Y3 OBl - nuenokanuko-
3KTa3usA cnesa, Nnenosktasua cnpasa. HCI — npusHaku He3penoctu. HeBponor — LepebpanbHas
UWemMnA CpeaHeit cTeneHmn TaxecTn. Pe6eHOK OCMOTPEH OKYNUCTOM, JIOP-BPayvoM — NaTonornu He
BblABEHO. [Tpn OCMOTpPE reHETUKOM OTMEYUEHDI XKENTYLLIHOCTb KOXHbIX MOKPOBOB U CK/ep, Mbilley-
HasA r’MNOTOHMA, OTEYHOCTb INLA, MAaKPOTIOCCHA, BbIPaXKEHHOE B34YTNE XKMBOTA, CKIIOHHOCTb K 3a-
nopam. Ha 19-e cyTKuM X13HM 6bina HayaTa rOPMOHO3aMeCTUTeNbHaA Tepanusa NeBOTUPOKCMHOM Ha-
TpwA B go3e 50 MKr/cyT (13 pacyeta 11,5 MKr/kr). Hopmanusauusa ypoBHs nepudepuyecknx ropmo-
HOB B CbIBOPOTKe KPOBU 6blia 0TMeuUeHa Ha 8-e CyTKM OT Hauana neveHus. KnuHrnko-nabopatopHas
XapakTepucTrka cnbcoB npefcTaBneHa B Tabn. 5.

Cn6Cbl NPOOIKAT HabNoAATHCA SHOOKPUHOJIONOM MO MECTY KUTENbCTBa, GpU3MYeckoe 1 ncu-
XOpeueBoe pa3BuTMe COOTBETCTBYET Bo3pacTy. B Bo3pacte 1,5 roga anarHo3bi: BINC v kanukonueno-
3KTa3ms 6biny cHATbI. Mo pesynbratam MoHuTOpUHra Y3W LXK coxpaHseTcs runepnnasus opraHa ¢
andPy3HbIMM N3MeHeHMAMM B CTPYKTYpe. CUBCbI NPOAOKAIOT IeYeHMe 1IeBOTUPOKCUHOM HaTpus,
noppepxnBan ayTnpeos. PogocnosHan cembm T. fleMoHcTpupyeT Bl c 3060m ¢ AP-Tvnom Hacnepo-
BaHuA (puc. 2).

Puc. 2. Bl c 3060m c AP-Tunom HacnegoBaHus
Fig. 2. Congenital hypothyroidism with goiter with autosomal recessive type of inheritance
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KnuHunueckni cnyyvai 2

MepBblii pebeHoK poannca B cembe K. OT 300pOBbIX pOAMTENEN, HE COCTOALMX B BNIM3KOPOA-
CTBEHHOM b6pake. bepemeHHOCTb NpoTeKkana Ha poHe NHPEKLMN MOYEBBIBOAALLMX MyTeN B 32 Heaenu
1 3aBepLlmnacb CPOYHbIMM pogamu B 40 Heflenb yepes ecTecTBEHHbIe pofdoBble NyTh. Manbuumk ¢
maccow Tena 3300 rpamm, pocTom 51 €M, OKPY»KHOCTbIO rofioBbl 33 ¢M, 3akpuyan cpasy. BeinucaH
ZIOMOW U3 POAUISIBHOTO AAoMa Ha 5-e cyTKu 6e3 yKasaHuA Ha naTtonoruio. Mo pesynbratam MaccoBo-
ro HeoHaTa/IbHOrO CKPMHWHIA, B3ATOTrO Ha 3-U CYTKM »KU3HW, ObiN BbIABMIEH MOBbILIEHHbIN YPOBEHD
TTr (111 MME/n npu Hopme go 15 MME/n). PebeHok rocnutanusuposaH B PHIL «MaTtb 1 auta»,
roe Obin noaTBepAeH AvarHo3 Bl HauaTa ropmMoHo3amecTuTeNbHas Tepanusa NeBOTUPOKCMHOM
HaTpua 13 pacueTa 12,8 MKr/Kr/cyT B fo3e 50 MKr (KNMHMKO-NabopaTopHasa XapakTeprcTrKka npeg-
cTaBneHa B Tabn. 6). Mo pesynsratam Y3U LK opraH onpegenseTtca B TUNMYHOM MeCTe, CTPYKTypa
He N3MeHeHa, pa3mMepbl COOTBETCTBYIOT BO3pacTy. Mo AaHHbIM HelpocoHorpadum ronoBHOro Mosra
BbIAABIEH NEPUBEHTPUKYNIAPHBIN OTEK 1 Cy63NeHaMManbHas KACTa ceBa. Pe6eHOK MPOKOHCYNbTU-
[pOBaH HEBPOJIOrOM, BbICTaBJIEH AiUArHo3 «kedanoremaToma JieBo TEeMeHHOM KOCTu, LiepebparnbHas
nwemuns». Pe6eHOK OCMOTPEH OKYNMCTOM, JTIOpP-BpayoMm — naTonorum He BoisieneHo. Ha SKI - Bbi-
paXeHHaa CMHYCOBasA TaxMKapama C ANM304amMmn CynpaBeHTPUKYIAPHOW Taxnkapany, OTKIOHeHne
neKTpuYeckom ocn Bnpaso. Yepes 10 gHen OT Hayana 3amecTUTENIbHOW Tepanun oTMeyYeHa Hop-
Manv3auma CbIBOPOTOUHbIX YPOBHel nepudepryecknx TMPeongHbIX ropMoHOB. PekomeH[oBaHo
NPOoAoMKaTb NpMemM NeBOTUPOKCMHA B MPexHel J03MPOBKe C NOoC/eyloWwmM KOHTponem TMpeo-
naHoro ctatyca. B panbHeiwem pebeHOK perynsipHO OCMaTpyBancs reHeTUKOM, OCYLLEeCTBIACA
MOHUTOPUHT JIeYeHNA C Lenblo KoppeKuun 4o3MpoBKy npenapata. Pusmnyeckoe n NCUXOMOTOPHOE
pa3BunTME COOTBETCTBOBAJO BO3PACTY.

B 2014 r. cembsi noNagaeT B NoJie 3peHUsA FeHETNKOB BO BpeMs 2-11 6epeMeHHOCTY B CBA3M C Bbl-
ABneHmem no Y3/ runepaxoreHHOro KuweyHuka y nnoga. [poseaeHo KaproTnnupoBaHue naoaa
(HopManbHbI XeHcKUiA Habop xpomocom), AHK-anarHocTrka MykoBmcLnao3a He yCTaHOBWA Ha-
NNYMe YacTbIX MyTaLuiA. YunTbiBas HopMasbHble pa3mepbl LUTOBUAHON Xenesbl y nepBoro pebeH-
Ka, PUCKM MOBTOPHOIO pOXAeHus B ceMbe pebeHka ¢ Bl 6oy AaHbl obLienonynsaumoHHblie — 2%.
Bo Bpemsi 6epeMeHHOCTU XeHLMHa NPUHMMana IeBOTUPOKCUMH HaTpusa (100 MKr/cyT) no nosoay
Cy6KNMHUYEeCKoro runotupeosa Ha poHe AUT (guarHo3 6bin BbiCTaB/ieH Yepes 2 roaa nocsne nep-
BOI 6epemeHHOCTM). BepemeHHOCTb 3aBeplumnacb pogamm B cpoke 40 Hefenb, AeBOYKa, Macca
Tena npu poxaeHnmn 3190 1, poct 51 cm, Anrap 8/9 6annos, BbinrcaHa Aomol Ha 3-u cyTku. Mo pe-
3ynbTaTaM HEOHATaNbHOIO CKPUHKWHIa ypoBeHb TTI B NATHe KpoBy NoBbllweH — 68,31 MME/n, B cbI-
BOPOTKE KPOBY TaKXe oTMeueHo yBenuueHuve TTT (74,41 MME/n), noka3aTenu obuiero n ceobogHo-
ro T4 B npepenax HopMbl. O6beKTVBHO — UKTEPUYHOCTb CKNep, YyMepPEHHas XeNTyLHOCTb KOMXHbIX
nokpoBoB. Y3 LK, 9xoKI 1 Y3U OBl - 6e3 natonorunn. Pe6eHKy Ha3HaueH NeBOTMPOKCHH B Ao3e
37,5 mkr/cyT (13 pacyeta 11 MKr/Kr/cyT). KOHTpOsIb TUPEOUAHOrO CTaTyCa OCyLecTBAANCA ambyna-
TOPHO, B BO3pacTe 2 mecsALeB NoTpeboBanoch yBennyeHne Ao3bl 1eBOTMPOKCUHA A0 50 MKr/cyT
(12,8 MKr/Kr/cyT).

Yepes 2 rofa B cembe poxaaeTca TpeTuin pebeHok B cpoke 39 Hepenb (bepemMeHHOCTb NpoTeKa-
Na 6e3 0cobeHHOCTeN), ManbyurK ¢ Maccol Tena 3580 1, pocTom 53 cm. [Mepuog aganTaumy npoTeKan
6e3 ocobeHHOCTeN, BbINMCaH AOMOM Ha 3-1 CyTKU. Mo faHHbIM HEOHATaNIbHOIO CKPUHUHIA BbISB-
neHo nosbiweHne ypoBHA TTT go 40 MME/n. Cemba npurnalleHa Ha KOHCYNbTaLuio C KOHTPOsieM
TpeougHoro ctatyca pebeHka. OTmeueH poct TTI B cbiBOpOTKe KpoBu A0 34 MME/n, CHUXeHne
cBobopgHoro T4 - 9,3 nmonb/n. Ha Y3U LK natonorum He BbisiBneHo. HCI — MHOrokamepHas cy6-
aneHAVManbHasA KUCTa ¢ ABYX CTOPoH. 1o pesynbtatam OxoKI 3apernctpuposan BIMC: AMIM; OXITK.
Ha3HaueHo neyeHne NeBOTUPOKCMHOM HaTpMA B Ao3e 25 MKr/cyT (13 pacueTa 5,5 MKr/Kr/cyT).

B HacTosee Bpems B cembe K. Tpu pebeHKka ¢ AnarHo3om nepsuyHoro Bl 6e3 306a (MKB-10:
E03.0). Tun HacnepoBaHuA — AP (puc. 3), MoneKynapHo-reHeT1Yeckas OCHOBa He YCTaHOBJEHa.
CemMbA NpofosmKaeT AMHaMMYeCK/ HabnioaaTbCa y SHAOKPUHONOra 1 reHeTrka. Ousmyeckoe, ncu-
XOpeuyeBoe Pa3BUTUE COOTBETCTBYET BO3PACTy. KOCTHbLIN BO3pacT COOTBETCTBYET NaCcNopTHOMY.
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Ta6bnuuya 6

KnuHunko-nabopatopHas xapakrepuctmka cubcos ¢ Bl 6e3 306a Ha MOMEHT NOCTaHOBKM AMarHo3a

Table 6

Clinical and laboratory characteristics of siblings with congenital hypothyroidism with a gland in situ

without goiter

MNokasartenun CMBC1 CUBC 2 CUBC 3

Mon My>kckom KeHckun My>Kckom
CybknunHUYecknin Cy6KNUHNYECKNi

OcobeHHOCTY TeUeHns rmnoTnpeos Ha poHe rmnoTupeos Ha GpoHe

HeT

6epemMeHHOCTI AUT (neBOTUPOKCHH AUT (neBOTUPOKCUH
100 mKr/cyT) 100 mKr/cyT)

Cpok rectaunu (Heq.) 40 40 39

Bec npwu poxaeHum (r) 3300 3190 3580

Poct (cm) 51 51 53

OueHka no Anrap (6ann) 8/8 8/9 8/9

Mepunog agantauun

be3 ocobeHHOCTEN, BbINU-
CaH [JOMOW Ha 5-e CyTKu

Bes ocobeHHoCTENR,
BbINWCAH OMON

be3 ocobeHHOCTEN,
BbIMVCaH AOMOW

Ha 3-1 cyTKK Ha 3-1 CyTKK
TTI B NATHE KpoBMK
(Hopma o 15 MME/n) m 68,31 40
KenTywHoCTb, CyXoCTb
KOXHbIX MOKPOBOB, MKTepnyHoCTb CKnep, Cy6UKTEPUUHOCTS

KnuHuuyeckun cratyc

MblLIEYHasA JUCTOHNUA,
kedanorematoma neBomn
TemeHHol obnacTtu

YMepeHHanA XenTywHOCTb
KOXW1

KOXW 1 CKnep

TTI B cbIBOPOTKE
(Hopma 0,63-4,19 MME/n)

91,45

74,41

34

CB.T4 B cbIBOpPOTKE
(Hopma 10,3-25,6 nmonb/n)

1

14,1

9,3

Y3 WX be3 natonoruun bes natonorunn bes natonorun

IxoKrl MAPC: OXJTK be3 natonorun BMNC: AMnn

HCT MeprBeHTPUKYNAPHBIN Be3 naTonorn Cy63neHaumanbHble
oTeK KUCTbI C 2 CTOPOH

Y3 OB bes natonorumn be3 natonorun bes natonorumn

ﬂeBOTI/IpOKCI/IH HaTpuA

12,8 MKr/Kr/cyT

11 mKr/Kkr/cyT

5,5 MKr/Kr/cyT

O
_—
a

Puc. 3. Cnbebi ¢ Bl 6e3 306a c AP-Tnom HacnepaoBaHuA

e

o8

O

Fig. 3. Congenital hypothyroidism with a gland in situ with autosomal recessive type of inheritance
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B 3AKJTIOYEHWE

npeACTaBHeHHbIE KNMHn4yeckne cnyyan HacneacTtBeHHbIX ¢OpM BI' c AP-Tunom HacnegoBaHuA 1

pasnnyHol mopdosnormnyeckoi ocHosol LXK noguepkrBaloT BaXXHOCTb 1 akTyaslbHOCTb YyTOYHEHNA
MOEKYNAPHO-TEHETNYECKOW OCHOBbI BI, 0CO6EHHO NpW CeMeliHbIX ClyYasx Uiy npu coyetaHum Br
¢ BIMP gna onpepeneHuna ontMManbHOW TakTUKW HabnoaeHVA 1 BeeHUA NaLVEHTOB, a Takxe Ana
[LOCTOBEPHOrO NMPOrHO3a FEHETUYECKOTO P1CKa B CEMbAX C MOHOTEHHbIMY dopMamu 3aboneBaHuA.
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