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PE3VJIbTATBI HABJIFOJEHSI CEMEMHOI'O CJIYUAS CUHJIPOMA
PESUCTEHTHOCTHU K TUPEOTPOITHOMY I'OPMOHY
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MunucrepcTBa 3apaBooxpanenus PO

’TAY3 CO «O6nacTHas meTckas KIMHUIECKas O0JILHUTIA

ExarepunOypr, Poccus

AHHOTAIIUSA

BBenenmne. Ilocie BHempeHUss HEOHATAJbHOIO CKPUHHMHTA Ha BPOXKICHHBIN
TUTIOTUPEO3 YacTOTa JIETeH ¢ JaHHBIM 3a00JieBaHMEM B MHUpPE YBEJIMYWIach B 2-3
paza. DTO MOXET OBITh CBSI3aHO C YBEJIMYECHUEM JIOJU CIy4aeB C aHOMAJIbHO
NOBBIINIEHHBIM yYpoBHeM TTI, koTOpble paHee HE BBISIBISIIUCH, JIMOO BBHISBIISIUCH
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ciyyaiiHo B Oonee crapuiem Bo3pacTe. Llesib Mcciie0BaHUs — OLIGHUTH Pa3BUTHE
JeTel, UMEIOIMX BPOKIAEHHBIM CYOKIMHUYECKUI THUIIOTUPEO3 U HE IMOTYYaAOIIUX
3aMECTUTEIIbHYI0 TOPMOHAIBHYIO TEPaIUIo, ISl BEIOOpA TePaneBTUYECKON TaKTHUKH.
Marepuai u Metoabl. beuia mpoBeieHa OIIEHKA Pa3BUTHUSA JIBYX CECTEP-OJU3HEIOB C
YMEPEHHOU PEe3UCTeHTHOCThI0 K TTI Ha mporsokeHun 12 jieT, HE MOMyYaBIIUX
3aMECTHUTENIBHYI0 TOPMOHaNbHYI0 Tepanuioo. Pe3yabrarbl. Bcee mokasarenu
(u3HYEeCcKOro, TOJIOBOTO M WHTEIUICKTYaTLHOTO PAa3BUTHS MCCIICTYEMBIX OJM3HEIIOB
SIBJISIFOTCSL BO3PACTHOW HOPMOM, OTKJIIOHEHUU HE BbISABICHO. BbIBOABI. Pe3ynbrarsl
HAOJIIOICHUS CBUJIETEIBCTBYIOT 00 OTCYTCTBHM KaKUX-JIMOO OTKJIOHEHUU B Pa3BUTHU
JeTel, HE TMOJy4YaBUIMX 3aMECTUTEIIbHYI0 TOPMOHAJBHYIO TEPANui0, 4YTO JAEeT
KJIMHULMCTY  JIONOJIHUTENbHBIE ~ apryMEHTbl  NOpU  OOCYXIACHUH  BBIOOpA
TEpaNeBTUYECKON TAKTUKH.

KitroueBblie ¢j10Ba: BpOXKJICHHBIN CYOKIMHUYECKUN THUIIOTUPEO3, PE3UCTEHTHOCTh K
TTI, ren TSHR.

RESULTS OF OBSERVATION OF A FAMILY CASE OF THYROTROPIC
HORMONE RESISTANCE SYNDROME

Anastasiya A. Udachina?, Maria A. Slovak?, Alexei V. Kiyaev

1Ural state medical university

2Regional Children's Clinical Hospital

Yekaterinburg, Russia

Abstract

Introduction. After the introduction of neonatal screening for congenital
hypothyroidism, the frequency of children with this disease in the world increased by
2-3 times. This may be due to an increase in the proportion of cases with abnormally
elevated TSH levels that were not previously detected or were detected incidentally at
an older age. The purpose of the study was to evaluate the development of children
with congenital subclinical hypothyroidism and not receiving hormone replacement
therapy in order to select therapeutic tactics. Material and methods. The
development of two twin sisters with moderate resistance to TSH for 12 years, who
did not receive hormone replacement therapy, was evaluated. Results. All indicators
of the physical, sexual and intellectual development of the studied twins are the age
norm, no deviations were found. Conclusions. The results of the observation indicate
the absence of any abnormalities in the development of children who did not receive
hormone replacement therapy, which gives the clinician additional arguments when
discussing the choice of therapeutic tactics.

Keywords: congenital subclinical hypothyroidism, TSH resistance, TSHR gene.

BBEJAEHUE

[Tocne BHeIpeHHs HEOHATAIBHOTO CKPUHHMHTA Ha BPOXKICHHBIH THIOTHPEO3
(BI') wactora nereld ¢ gaHHBIM 3a00JieBaHMEM B MHpE yBeIWYyujach B 2-3 pasa:
1:2000 — 4000 (uwacToTa B JOCKPUHHHIOBYIO 3py coctaBisiia: 1:6700 - 7500
HOBOPOXKJICHHBIX JieTei). C MO3UIMU 3APABOTO CMBICIIA 3TO MOXKET ObITh OOBSICHEHO
TOJIBKO YBEJIMYEHUEM JIOJIM CIIyYaeB C AHOMAJbHO NOBBIIEHHBIM YpoBHEM TTT', wiu
T. H. CYOKJIIMHMYECKUM THUIIOTHPEO30M, KOTOpPhIE paHEE HE BBISBJSUINCH, TaK Kak
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MOTJIM HE MMETh KIMHMYECKHUX IMPOSIBICHUH, TUOO BBISBISIUCH CiIy4yailHO B Ooiiee
CTaplIeM BO3pacTe U KJIacCu(UIUPOBATUCH Kak mo3aHss ¢popma BI'.

[eap uccieq0BaHUs — OLCHUTH PA3BUTHE JIE€TEH, MMEIOIIMX BPOKICHHBIN
CyOKJIMHMYECKHI TUTIOTHPEO3 M HE TMOJIYYAIOIINX 3aMECTHTEIbHYI0 TOPMOHAIBHYIO
Teparuio JEBOTUPOKCUHOM, JIJIsl BHIOOpA TEPANeBTUUECKOM TAKTUKH.

MATEPUAJI U METO/JbI

Ha npotrsokenun 12 net Obula mpoBeAcHA OILCHKA Pa3BUTUS JIBYX CECTep-
OJIN3HEIIOB C YMEPEHHOM pe3ucTeHTHOCThIO K TTT .

B 2010 roxy no pe3ysibTaraM HEOHATAIHLHOTO CKPUHUHTA OBLIT BBISIBJICH CTy4ai
BI' y neBouku Nel (pe-tect: TTI" — 37.6 ME/n, ¢cT4 — 12.48 nMo:b/1), pacuieHEeHHBIHI
HaMU Kak cyOxnmHuYeckuit runotupeo3 (BCI'). YuutbiBas HOpMajbHBIH YPOBEHB
cT4 u Hanuuue HOPMANbHBIX pa3MEPOB U CTPYKTypbl THPEOUTHOM TKaHH,
pacnoyioxkeHHoi B TunuyHoM Mecte ipu Y3U XK, nmocne Gecenpl ¢ poauTensiMu u
UX corjiacus, ObLJIO IPHUHATO COBMECTHOE pPELIEHUE O JMHAMHYECKOM HaOIIOACHUU
Ha (QoHe mpueMa npopUIaKTUYECKOM 03kl IpenapaToB Kaius oauaa. B Bo3pacte
11 mecsiueB, ciyyallHbIM 00pa3oM, ObLIa OOCJEAOBaHA €€ cecTpa — JIU3UTOTHBIN
omm3uen; Ne2: tak ke BoisiBiieH BCI' (TTI' — 15.73 ME/n, ¢T4 — 14.13 nmons/n). B
2014 romy mpoBemeHO MOJCKYJISIPHO-TEHETHYECKOE WCCIICIOBAaHNE B JabOpaTopuun
HacieACTBeHHbIX dSHAOKpuHomatui PI'BY «OHL» Munzgpasa PO wmetoaom
napasuiesibHoro cekBeHupoBaHusi (mmatdgopma lon Torrent). ¥V obeux cecrep
BbIsiBIIecHa romo3urotHass myrtamuss p.R450H B reme TSHR, a y ux marepu —
aHaJIOTMYHAs TE€TEPO3UTOTHASI My Talusl.

PE3YJIBTATBI

Uepes 12 ner perynspHOro HaOmoaeHHs Ha (PoHE MPOPUIAKTUYECKUX 103
npernapaTroB Kajaus HoauJa HaMU MPOBEJEHA KOMIUIEKCHAs OICHKa (M3HYECKOro U
WHTEJUJIEKTYaJIbHOTO Pa3BUTHSL:

Cayuaii Nel: TTT — 28.13 ME/n, ¢T4 — 14.60 nmons/i; SDS pocrta +0,14;
nenpta SDS+0,81; SDS UMTH0,27; Taunep — 3 (Me -); oomumit 1Q (Tect Bekcnepa)
—112.

Cayuaii Ne2: TTI" — 22.30 ME/n, ¢T4 — 13.25 mmons/m; SDS pocta —0,52;
nenapta SDS+0,15; SDS UMT -0,16; Tanuep — 3 (Me +); o6muit 1Q (Tect Bekcnepa)
—114.

OBCYXKIEHUE

Bce mokazatenu (Qu3Myeckoro, mMOJOBOTO M HMHTEIIEKTYaJIbHOTO Pa3BUTHS
SIBJISTFOTCSI BO3PACTHOM HOPMOW, OTKJIOHEHUU HE BBISIBJICHO.

BbIBO/IbI

1. Pe3ynbraThl 12-meTHero HaONOEHUS 3a ABYMsI CECTpaMU-OJIM3HELAMU C
yMEpPEHHOU pe3ncTeHTHOCThI0 K TTI' cBUAETENbCTBYIOT 00 OTCYTCTBUM KaKUX-THOO
OTKJIOHCHUN B (DU3UYECKOM, MOJOBOM M WHTEJUICKTYaJIbHOM pa3BUTHUU JCTEH, HE
MOJIy4YaBIIMX 3aMECTUTENIbHYIO TOPMOHAJIBHYIO TEPANMIO JIEBOTUPOKCUHOM.

2. DT0, B CBOIO OYepe/ib, JACT KIUHUIIUCTY JOMOTHUTEIbHBIE apTyYMEHTHI TIPU
00CYXKJIeHUH BbIOOpA TEPANeBTUUECKON TAKTUKU MPU BPOKICHHOM CYyOKIMHUYECKOM
TUIIOTUPEO3€E Y IETEN.
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BBenenue. ['umokcuuecku-wIeMuueckass — dHIeaionaTvs,  pa3BUBAIOMIASICS
BCJICJICTBUE TEPEHECEHHON WHTpaHATaIbHONW achUKCUU, SBIAETCS OJHOH U3
aKTyaJIbHBIX MpoOsieM HeoHaTosioruu u neauatpuu. [leas wuccjenoBanus -
ONMCAHUE U AHAJIU3 KIMHUYECKOTO CITy4asi MPUMEHEHUS CUCTEMHON TUIIOTEPMUU MPU
TSDKEJION acUKCUM y JOHOIIEHHOTO HOBOPOXKIEHHOro. Marepuaj ¥ MeTObl.
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