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BpoxaeHHbI rmnoTnpeos ¢ 3060M — peakoe 3aboAeBaHue. B paHHEM HEOHATaAbHOM MEPUOAE OHO MOXET MPOSBAATLCS KAk
CUMMNTOMaMM MMNOTUPEO3a, Tak M (Npu BbipakeHHOM obbeme 306a) MpU3HaKamK caaBAeHus Tpaxen. Hanboaee YacTon npuumnHon
Pa3BUTUSI AQHHOTO 3a60AEBaHUS SBASIETCS Tepanus TMpeoTokcnkosa matepu (10—15% cayyaes BpoxkaeHHoro 306a). B cayuae
HEOTArOLWEHHOrO MaTEPUHCKOrO aHaMHe3a OCHOBHOW MPUYMHOM Pa3BUTUS 300a SBASIETCS AMCTOPMOHOreHe3 TUPEOUAHBIX rop-
MOHOB.

MpeacTaBAeH CAy4ai BPOXKAEHHOIO MMMOTMPeo3a C Pa3BUTHEM 300a MMraHTCKmnX pasmepos (55 cm®) ¢ npusHakamu CAaBAEHMS!
Tpaxeu, 4To NOTPebOBAAO NPOBEAEHMS MHTYOALMK C MOCAEAYIOLLEN NCKYCCTBEHHON BEHTUASILIMEN AETKMX.

Kpome 3T0ro, y naumeHTa nocAe poxaAeH1si OTMEYaAaCh AMAATALIMOHHAs KAPAMOMMONATMS M HEAOCTAaTOYHOCTb TPUKYCMMAAABHO-
ro KAanaHa.

Ha coHe 3amMecTUTeAbHOM Tepanunu AeBOTMPOKCMHOM, HayaToM B NepBble CYTKWU XXM3HM, OTMEYEHO ObICTpOe yMeHblueHne pas-
MEepOB LUMTOBMAHOM >KeAe3bl (AByKpaTHOe B TeueHue MepBbiX 4 CYT XM3HM), a TaKKe MPU3HAKOB CTPYKTYPHbIX M3MEHEHUI CO
CTOPOHbI CepALia.

MonekyasipHO-reHeT4YecKoe uccAeroBaHme (MaHeAb «BpoXaeHHBI FMNOTUPEO3») He BbISBUAO MyTauMid. HecMoTps Ha 3To, AnC-
rOPMOHOTEHe3 SIBASIETCS HanboAee BEPOSITHOM NPUUMHOM Pa3BUTMS 3006a B ONMCAHHOM CAyYae.

KatoueBble croBa: B,DO}KAeHHbIﬁ rMroTUpPeos, 306/ LUMTOBMAHAS Keae3a, KAMHUYeCKUiM C/\yqaﬁ.

Large goiter in a patient with congenital hypothyroidism
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Congenital hypothyroidism with goiter is a rare disease. In the early neonatal period, the pathology can manifest itself as both hy-
pothyroidism symptoms and signs of tracheal compression with a large goiter. The most common cause of this disease is antithy-
roid maternal therapy, which accounts for 10-15% of congenital goiter cases. In the case of an unremarkable maternal history, the
main cause of goiter is thyroid hormone dyshormonogenesis. Here, we present a case of congenital hypothyroidism with a giant
goiter (55 cm?). The child was intubated soon after birth due to respiratory disorders and asphyxia caused by tracheal compression.
In addition, the patient had tricuspid valve insufficiency and cardiomegaly. Levothyroxine substitution therapy initiated on the first
day of life led to a rapid decrease in the thyroid volume and structural changes in the heart. The patient's DNA was analyzed using
a wide genetic panel «Congenital hypothyroidism»; no mutations were found. Despite the absence of mutations in genes involved

in thyroid formation, we consider dyshormonogenesis as the most likely cause of goiter in our patient.
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BpoxxneHHblIi 300 — penkoe 3a00eBaHUE; YaCTOTa
BcTpeyaeMocTu — 1:40 000 HoBopokaeHHbIX [1]. Han-
0oJiee yacToil MpUYMHOM BPOXIEHHOTrO 300a SIBJISIETCS
AHTUTUPEOMIHAST TEpaIus TUPECOTOKCHKO3a MaTepu
(10—15% ciyyaeB BpOXIEHHOI'O TMIIOTUPE03a C 3000M)
[2]. B ocTanbHBIX ciydasgx TPUYMHON BPOXICHHOTO
300a SIBJIICTCSI TUCTOPMOHOTCHE3, TIPUBOISIINNA K TH-
nepcrumyiasuuu TTI v runepruiazsun TKaHU IIUTOBU -
HOI1 XXeJIe3bI BO BpeMsI SMOpHOTeHe3a.

JlvucropmoHoreHe3 oOyCJIOBJIEH MYyTalUsSIMU B Te-
HaX, YYaCTBYIOIIMX B CMHTE3¢ TOPMOHOB IITUTOBUIHOM
JKeJe3bl, UX CeKpeluuu Wiu yruanzauuu. Hambonee ya-
CTO BCTPEUAIOTCS MyTallMM TeHa TUPEOICPOKCHUIA3HI
(TPO) n rena tupeornodynuHa (7G), mpuBoasime K
HapylIeHWIO opraHudukanum ioga. Kpome storo, B
Pa3BUTHUM BPOXIAEHHOTO 300a OOJIBIIYIO POJb UIPAIOT
nedeKThl HATPUIT-IIOMHOTO CUMITOpTepa (MyTalliK reHa
NIS), nedeKThl CUHTE3a IIePeKNCH Bogopoaa (MyTallnu
reHoB DUOX2, DUOXA2), nedeKThl aeiiognHAa3bl Hom-

TUpO3uHOB (MyTanuu reHa DHEALT), a Takxke nedekThbl
neHapuHa (Mytauus reda PDS). B 60ibHCTBE CBOEM
5TH MYyTallUM HACJIEHYIOTCS IO ayTOCOMHO-PEIIeCCUB-
HoMmy Tumy [3—5].

BuayTpuyTpoOHast imarHocTuka 300a UMeeT BaXKHOE
MMPaKTUYECKOe 3HAYCHME, TAK KaK TUIICPIKCTCH3US TO-
JIOBKM TUIOAA TIPY JAaHHOM 3a00JIeBAHUU SBJISICTCS OII-
HOI M3 MPUYMH POJOBOTO TpaBMAaTHU3Ma, a CHABJICHUE
Tpaxen — ac(pUKCUU U JICTAJTbHOTO MCXOa MOCIIEe POXK-
neHus [6].

Onucanne ciaydas

JIOHOIIIEHHBIII MaJIbYMK POJIUIICS OT 3M0POBBIX MO-
JIONBIX POIUTEINIC, B CEMbE CIydaeB 3a00JIeBaHMI 1M -
TOBUIHOM XeJie3bl OTMEUEHO He ObLIO, OpaK He 0JIM3KO0-
pOICTBeHHBI. B ropMoHanbHOM Tpoduie MaTtepu —
ayTupeo3. Ha cpoke 6epeMeHHOCTU 33 Hell, IO JaHHBIM
V33U y nnona ObLI0 BBISIBIEHO 00beMHOE 00pa3oBaHUe
1en OOJIBIIMX pa3MepPOB, B CBSI3U C YeM ObUIO TIPUHSITO
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CyTKU XU3HU 1-e 4-¢ 7-e 15-¢ 22-¢ 29-¢ 35-e
TTI, mEn/n >75,0 — >75,0 >75,0 11,5 3,9 3,9
cBT4, IMOB/1T <4,5 — <4,5 <4,5 — 17,6 24,7
OOBEM IIUTOBUIHOM XKeJIe3bl, MJT 55 26,8 23 23 — 13 13
Mo3a L-TupoKcuHa, MKr/CyT 50 50 75 75 75 75 50

pelieHre O TUIAHOBOM OTepaTUBHOM POIOpa3pelleHUH.
Ha cpoke recrauuu 39 Hen ObL10 MPOM3BEIEHO Kecape-
BO CeUeHUe, B pe3yJIbTaTe KOTOPOTO ObLT U3BJICUEH XK1~
BOIl MajpuukK ¢ Maccoil Tena 3722 r v aauHON 53 cM.
PebeHok ponwics ¢ mpu3HakamMu acukcuu (OLeHKa
1o wmkaje Amrap 4/6/7 6aioB) B pe3yabTaTe KOMIIPEC-
CUU Tpaxeu 0O bEMHBIM 0Opa30BaHUEM IlIEU, YTO TPeOO-
BaJIO 9KCTpeHHOU nHTYO6auuu u nposeneuust UBJI. On-
Hako OOJIbIIOK pazMep 00pa3oBaHMSI U KOMIIPECCUS
Tpaxeu MPUBEJIM K CJIOXKHOCTU uHTyOauuu. Ha 1-it Mu-
HyTe OoHa Oblia Oe3dycnemiHa, B pesyabrate MBJI ocy-
IIECTBJISLIACH C TIOMOIIIBIO JIApUHTeaIbHOU MacKu. MH-
TyOalMIO YAAJI0Ch BBITOJHUTh CO 2-1 TOMNBITKY Ha 4-ii
MUHYTE ¢ Tocieayoimum nposeaeHuem MBI (puc. 1,
CM. Ha IIB. BKJIEiiKe).

Pe3ynbTaThl GU3NKAIBLHOTO, JJA0OPATOPHOTO
M UHCTPYMEHTAJIbHOI'0 MCCJIeI0BAHUSA

B nepBBIe CYTKM XKM3HU MAJIBYUKY OBLIIO TIPOBEICHO
VY3U meun. B obmact mepegHeil MOBEPXHOCTU IIIEU
onpeaessioch 00beMHOEe 00pa3oBaHUE MOIKOBOOOpa3-
HOIT (pOPMEBI C BOTHYTOCTBIO, OOpaleHHoM K3aau. KoH-
Typbl 00pa30BaHUSI — YETKWE, POBHBIC, TIOHMKCHHOM
5XOTCHHOCTH C eAMHUIHBIMU TUIICPIXOTCHHBIMU TSIKa-
MH. 3agHeO0KOBasI IMIOBEPXHOCTD KAXKIOM IO COTIPH-
Kacajach ¢ IepeaHeil MOoIyoKpPYKHOCThIO OOIIIeil COH-
HOM apTepuu.

YuuTeiBasi aHaTOMMYECKOE CTPOCHUE U TOIOTpa-
puueckre ocobeHHOCTH, 00pa3oBaHKe OBLIO pacleHe-
HO KaK pe3KO YBeJIMYCHHAs M M3MEHEHHas IITUTOBUI-
Hag xeJjie3za oobemMoM 55 mut. Ilpu ropMoHaIbLHOM UC-
cliemoBaHUM OOHapyxKeHa BbicoKast KoHLeHTpauust TTI
U CHIKEHHAas KoHHeHTpauns cBT4 (tadimma). PebeHKy
OBLI YCTaHOBJICH NMArHO3: BpoXIeHHBIN TUIIOTHPEO3.
3006 3-ii creneHu.

3aMecTuTeNbHAsT TOPMOHAIbHASL TEPaIusl JICBOTH -
pokcuHOM B 1o3e 50 MKr/cyT (15 MKT/KT/CyT) OBLIa Ha-
3HaueHa cpa3y IIOCe YCTAaHOBJCHHWS OuarHosa —
C TIEPBBIX CYTOK XM3HU (cM. Tabmmiy). Kpome aToro, y
MMaleHTa OTMevajach BpOXKIECHHAs ITHCBMOHUS
(B CBS3M ¢ YeM TIPOBOAMIACH AaHTUOAKTepHaIbHasI Tepa-
Must), a TakKe BbIPAKEHHAs] MUJIaTallMOHHAST Kapauo-
MMOTIATHsI, BOSHUKIIASI BHYTPUYTPOOHO Ha (DOHE TUIIO-
THpEeo3a C HEMOCTAaTOYHOCThIO TPUKYCITMIAIBHOTO KIa-
ImaHa 3-i cTereHn 1 AeeKTOM MEXIIpeaCepIHOM TTepe-
roponk# (1o 8 MM). BeIsIBIIeHHBIC MI3MEHEHUS CO CTOPO-
HBI CepaIia MMATUPOBAIN BPOKICHHBIN ITOPOK CeplIa.

B paHHeM HeoHATaILHOM TIEPHOIE IS CTAaOIIM3a-
LIMM COCTOSTHUSI peOCHKY MOTpeOoBajach pecImpaTop-

Has tepanusi: UBJI B Teuenue 4 cyt, 3atem CPAP (no
7-X CYyTOK XM3HW), a TakkKe KapIUOTOHWYecKas MOI-
JepxKKa ¢ 1-X 1o 4-e CyTKU XKU3HMU.

Ha 4-e cyTku )xu3Hu Ha (poHEe Tepanuu JeBOTUPOK-
CUHOM 00BbEM HIUTOBUIHOM KeJIe3bl YMEHBIITWIICS TI0Y -
i B 2 pasa (10 26,8 mi1), 1 peOeHOK ObLJ1 9KCTYOMPOBaH.
B nanbHeiiireM oTMeqanoch MPOrpecCUBHOE YMEHBIIIE-
HUEe 00beMa IIUTOBUIHOM 3KeJie3bl, IMapeHXxuMa crajia
CpenHel 3XOTeHHOCTH, OMHOpOoAHas. JJocTuub 3yTupe-
03a yIajaoch Ha 29-¢ CYyTKM XKU3HU (CM. TA0J MLy, puc. 2,
3 Ha 1B. BKJIEiKe).

IMauueHTy ObUIO MPOBENEHO TEHETUYECKOE MCCe-
noBaHue (MmaHe b «BpoxaeHHbI TMoTrpeos»). Myra-
L1ii 0OHApYyXeHO He ObLIO.

K MomeHTy BbINUCKY U3 cTaliioHapa (35-e cyTku) y
pebenka mo naHHbIM DXoKI mpu3HaKoB AuaTallMOH-
HOI KapIMOMMOTIATHH C HEAOCTATOUHOCTHIO TPUKYCITH -
JATbHOTO KJlaraHa U AeheKTOM MEeXITPEeICepIHO TTe-
PErOpOJIKM BBHISIBIIEHO HE OBUIO, BU3YaJM3UPOBAIOCH
OTKPBITOE OBAJIbHOE OKHO (2,5 MM) C MUHUMAJIbHBIM
cOpocoM M yMepeHHast TuepTpodrsi MMOKap/a JIEBOTO
xkenymouka (HK 0—1).

B nanbHeiieM pedbeHoOK HabJomancs amMmoyaaTop-
Ho. B Bo3pacte 16 Mec 06beM IIIMTOBUIHOM JKeJIe3bl CO-
ctaBun 9,1 cM3, B ropMOHATIbHOM TIpOduIe — 3yTUPEO3
(mo3a eBoTHpoOKCcHHA 62,5 MKT/CyT), Du3mdeckoe pas-
BUTHE COOTBETCTBOBAJIO Bo3pacTy (poct 85 cm, SDS po-
cra =1,92, macca tena 11 kr, SDS UMT= —1,7), 3a-
NEPKKW TICUXOMOTOPHOTO Pa3BUTHUSI HE OTMEYasioCh.
ITo nanHbiM DxoKI' maTosoruu He BBISIBJIEHO, PeOEHOK
OBLT CHAT C yueTa Kapauosiora (puc. 4 cM. Ha IIB. BKJIEIKe).

O06cyxaeHune

Yarie Bcero BpOXKICHHBIN 300 MOXKHO 3aITOI03PUTH
MpPU COYETAHUU OTITOIIEHHOTO MaTEPUHCKOTO aHaMHe-
32 W XapaKTepHOI YIBTPa3BYKOBOM KapTWHBI ILIOAA
(cumMeTpuYHOE 00beMHOE 0Opa3oBaHue 1Ien, (PUKCU-
poOBaHHOE TIepepa3riudaHre TOJIOBKU TUIONA, MHOTOBO-
mre (Kak CJICACTBHE HEBO3MOXKHOCTHM IJIOTATEIbHBIX
IBUKeHMI) [7].

OmHako misg mudGepeHIINaIbHON THarHOCTUKI
BPOXIEHHOTO 3002 C IPYTUMU PEIKWUMHU MaTOJOTUSIMA
(TepaToMBbl, KMCTO3HBIC TMTPOMBI, TEMAaHTHOMBI, IIep-
BUKaJIbHBIC HEHPOOIaCTOMBI, OpaHXMOTCHHBIC pacIle-
JIMHBI, IINCTHI U IICHHBIC MEHUHTOLIEIIC) STUX KPUTCPH -
eB HegocTaToyHOo [8—10].

Brut0 1MOKa3aHo, YTO HEMIPSMOE OTIpeaeIeHIEe KOH-
neHtpauuu TTI B OKOJOILUIOAHBIX BOAAX HE MOXKET UC-
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K cratbe 4. M. Cmanuwmesckoeo u coaém. «OneHka 0M0COBMECTUMOCTH IKCIIEPUMEHTAILHO#
MeMOpaHbI JJIsi CEHCOPOB IIIOKO3bI: Pe3YJIbTaThl IPOCTHEKTHUBHOTO 3KCIEPUMEHTAJIBHOTO
KOHTPOJIMPYEMOTO TOKJIMHUYECKOTO UCCIIeI0BAHUS»

Puc. 5. MukpodoTorpacun nssredeHHbIx 06pa3LoB.

JIunust A: 1A — nponosibHBII Cpe3 U3BJIeYeHHOTo oOpasia A; 2A — yBeandyeHue yuactka 2A puc. 5.1A; 3A — yBennyeHue yuyactka 3A puc. 5.1A.
JIunus B: 1B — npomosibHbII cpe3 u3BjiedeHHOro obpasua B; 2B — yBennyenue yyactka 2B puc. 5.1B, 3B — yBenuuenue yuyactka 3B puc. 5.1B.
JIunus C: 1C — nponmosibHbIii cpe3 uzBieueHHoro oopasiia C; 2C — yBenauuenue yuactka 2C puc. 5.1C; 3C — yBenuuenue yuactka 3C puc. 5.1C.
VBemuuenue: cronder 1 — X40; cronder 2 — X 160; cronberr 3 — X160 (kpome 3A, roe X400).



K cratbe A.B. boamacosoii u coaeém. «BpoKaeHHbI TUIIOTHPEO3 C PA3BUTHEM THTAHTCKOr0 300a»

Puc. 1. TlepBble CyTKN XXU3HU. Puc. 2. YetBepTble CyTKM XKU3HMN.

Puc. 3. Tpnauatbie CyTKM XKU3HMN. Puc. 4. MaumenT B Bo3pacte 16 mecsues.
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MOJIb30BaThCSI KaK JAMArHOCTUYECKMI KPUTEPUH, I10-
CKOJIbKY HE YCTAaHOBJIEHO HOPMATUBHOTO COOTHOILICHUST
MAaTEepUHCKOTO U MJI0J0BOTO rOpMOHOB [11].

B Hacrosiiiee BpeMst «30JI0TBIM CTaHIAPTOM» BHY-
TPUYTPOOHOM OLIEHKU (DYHKIIMU IIMTOBUIHOM JKEJIe3bl
1011 SIBJIIETCS MPSIMOE OIpe/ieieHe KOHIEHTpalluu
TOPMOHOB IIMTOBUAHOM XXeJie3bl B IMyTIOBUHHOM KPOBU
[2, 12—15].

[Ipu noaTBepXXAeHUK TUITOTHPEOUITHOTO 300a OTHUM
M3 COBPEMEHHBIX METOIOB TEPAIU SIBJISIETCS] MHTpaaM-
HUOTHWYECKOE BBEIEHUE MPerapaToB JeBOTUPOKCUHA.

B nutepatype onucano 33 ciyvasi BHyTpUYyTPOOHO-
ro JIeYeHUs] TUIIOTUPEOMIHOIO 300a, py 3TOM B 28 U3
HUX OTMEYaJI0Ch YMEHBIIEHUE pa3MepoB 300a, 4To Ipe-
JTOTBpallaio CAABJICHUE TPaxeu.

HecmoTtpst Ha 3(pheKTUBHOCTb TAaHHOTO JeYeHUsI, B
HACTOSIIIMIT MOMEHT OTCYTCTBYET CTaHAapTHBIA ITPOTO-
koJ1. PazoBas n1o3a ieBoTMpoKcHHa BapbupyeT oT 150 no
800 Mxr, a yncno unbekuuii ot 1 mo 11. Kpome atoro,
HE OmpelesieH MHTepBal MeXIy MHBEKIMSIMU. Takxke
OTCYTCTBYIOT IJaHHBIE O (papMaKOKMHETHKE JIEBOTUPOK-
CHMHa y TUIO/a, €T0 MOMIOIIEHUH U CTeleH abcopoIuu
U3 aMHUOTUYECKOM XKUIKOCTH, YTO MOXKET OOBSICHSTh
M3MEHYMBOCTh (DETaIbHOIO OTBETAa Ha Pa3jIMYHbIC pe-
XKUMbI U 103bl. [Ipu GosblMX pa3dmepax 300a MOTYT
MOJTHOCTBIO OTCYTCTBOBATh IJIOTATEJIbHBIC IBVKECHUSI,
YTO TaKXKe 3aTPYIHSIET MonaaaHue npemnapaTa B KpoBO-
TOK 1utoga [16].

B Poccuiickoii @enepaliii JTaHHBIM METO[ Jieye-
HUSI HE MCIOJb3YeTCs, IMOCKOJBbKY TapeHTepalbHbIC
(opMBI JIEBOTUPOKCUHA Ha TEPPUTOPUU CTPAHBI HE 3a-
PErMCTPUPOBAHBI.

B Hamiem ciyyae nuarHo3 BPOXIEHHBIN 300 ObLI
YCTaHOBJIEH YXe ocjie poxaeHus. Heo6xoaumsl nab-

CASE REPORT

Hellye rccaeaoBaHus Wi obecriedeHus: 3(pdekTun-
HOM TIpeHaTaJbHOW TUAarHOCTUKY W Tepaliiy 3TOro 3a-
0oJieBaHUSI.

3akAloueHue

B naHHOM ciyyae pazMmepbl 300a ObLIM HACTOJBKO
BEJIMKH, 4TO 300 BBI3BAJI KOMITPECCHIO Tpaxen U acPUK-
CHIO TIPY POXICHUM, a BBIPAKEHHBIN TUTIOTUPEO3 CTaJ
MMPUYMHOW Pa3BUTUs AWIATAIIMOHHONW KapIMOMMUOIIa-
THHU C HEIOCTATOYHOCTBIO TPUKYCITMAAIBHOTO KJlallaHa
3-if cTenieHU. DTU U3MEHEHMS TIPU POKIACHUN UMUTH -
poBau TIPU3HAKU BPOXKIAEHHOIO MOpoOKa cepala: auc-
IJ1a3uIo TpUKycnuaaiabHoro kiaanana u JIMIIII. BaxHo
OTMETHUTH, UTO Ha (hOHE 3aMECTUTEIIBHON TepaIruu pa3-
Mepbl 300a OBICTPO YMEHBIIWJINCH, KaK W TPU3HAKU
CTPYKTYPHBIX HapyIIEHWIA CO CTOPOHBI Ceplia.

B onucanHoOM ciiydyae Mbl He HallJIM HauboJjiee Ja-
CTBIX MYTalWii, TIPUBOISIINX K HApYIICHHWIO CHHTE3a
THUPEOUTHBIX TOPMOHOB, OTHAKO UMEHHO JUCTOPMOHO-
reHe3 sSBJIsIeTCsl HamboJiee BEPOSITHOM MPUYMHOM pa3-
BUTHS 300a. HeoOXonyMbl gajbHEIIMEe reHeTUYeCK1e
WCCIIEIOBAaHMS TSI OOHApYKEHUS IPYTUX BO3MOXKHBIX
MEXaHW3MOB Pa3BUTHUSI BPOXICHHOTO THITOTMPEO3a, a
TaKkKe MCCIIENOBAHUS B 00JIaCTU TMpEeHATAIbHOW Iua-
THOCTUKHU U TepaITiy JAHHOTO 3a00JIeBaHMSI.

JOITIOJTHUTEJIbHASI TH®OPMAILIU S

Coraacue nanuenTa. Mama mnaiuyeHTa 100pOBOJIbHO TMOAMKCATIA
MHGOPMUPOBAHHOE COTJIaCHEe Ha MyOJMKALMIO IIEPCOHAILHON Melu-
LIMHCKOM nH(OopMaLnu B 00e3nueHHoi opme B xkypHase «[Ipodie-
MbI SHIIOKPUHOJIOTUM».

KondamkT uaTepecoB. ABTOPbI I€KJIAPUPYIOT OTCYTCTBUE SIBHBIX
U MOTEHLMAIbHBIX KOH(MIMKTOB MHTEPECOB, CBSI3aHHBIX C IMyOIMKa-
LIMEN HACTOSIILEH CTaTbU.
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