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[{uToBUIHAS *Keye3a YeToBeKa MPEACTABISIET COO0M HEeMapHbIi OpraH, COCTOSIIUN U3
JBYX JIOJIeH, COeAMHEHHBIX Mexay coOoil mepemieiikom. B Hopme K pacnonokena Ha
nepeHel MOBEPXHOCTH 1IeH, (PUKCHpoBaHa K nepeiHel 1 O0KOBOM MOBEPXHOCTSIM TPAXEH U
rOpTaHu COeIMHUTEIbHON TKaHb0. KiteTkn [1[7K nMeroT 1BOMCTBEHHOE MTPOUCXOKICHHUE.

3a4aToK IIUTOBUJIHOW >KEJIe3bl BO3HUKAeT Ha 3-4-ii Hejmele OEpPEeMEHHOCTH Kak
BBITISTYMBAHNUE BEHTPAJIbHON CTeHKH MOTKU Mexay | u Il mapamu sxabepHBIX KapMaHOB y
OCHOBaHUs s3bIKa. M3 3TOro BhINAUUBAHUA (DOPMUPYETCS NIUTOBUIHO- SI3BIYHBIN MPOTOK,
KOTOPBIA 3aTE€M NPEBPALIACTCA B DIUTEIHAIBHBIA TSDK, PAaCTyILIMUA BHU3 BIIOJb IMEPEIHEN
kumkud. K 8-i1 Hemene AucCTanbHBIA KOHEl Tska pasaBavBaercs (Ha ypoee III-IV map
*KaOepHBIX KAapMaHOB); M3 HETO BIIOCIEACTBUU (HOPMUPYIOTCS TMpaBas U JieBas J0JU
IIUTOBUJIHON JKeJe3bl, paclojiaraliuecs crhepead W 1Mo Ookam Tpaxeu, MOBepX
IIMTOBUJTHOTO W TEPCTHEBUAHOTO  Xpslied ropraHu. [IpokcumanbHBIi — KOHEN
AMUTEINAIBHOTO TSKa B HOPME aTpopuUpyeTcs, U OT HETrO OCTAETCA TOJIKO TEpeleek,
CBsI3BIBAIONTUI 00€ Homu *xkene3nl. [I{uToBuaHas kene3a HaunHaeT PyHKITMOHUPOBATH HA 8-
i Heene OEPEeMEHHOCTH, O YeM CBUCTEILCTBYET MOSBICHUE B CHIBOPOTKE moga. Ha 10-i
HeJleie IIMTOBU/IHAS JKelle3a IMpruoopeTaeT criocoOHOCTh 3axBaThiBaTh Moa. K 12-i Henene
HAYMHAETCS CEKpelUs THUPEOUJHBIX TOPMOHOB M 3amacaHue KoJuiouja B (OJUIUKYJIAX.
Hauunas c 12-ii Henenu koHnentpanuu TTT, THPOKCHHCBSA3BIBAIOIIETO TJI00YJIWHA, OOIIEro

u cBoOomHoro T4, ob6mero u cBobogHoro T3 B CHIBOPOTKE IUIOJA IIOCTEIIEHHO
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YBEIMYHMBAIOTCA U K 36-i1 Hellene JOCTUTaloT YPOBHEN, XapaKTEPHBIX [l B3POCIIbIX.
MenuanbHblid 3a4aTOK *Keae3bl POPMUPYETCS U3 IHTOJAEPMBI MTEPEAHEN KUIITKA MEXKIY
I u Il mapamu TIOTOYHBIX KapMaHOB, U BIOCJIEACTBUU JAET HaAdajao (POJUIMKYJISIPHBIM
KJIETKaM, JiBa JAaTepajbHbIX 3a4yaTka HMEIOT HEHPOIKTOAEPMAIbHOE MPOUCXOKICHUE,
o0pa3yloTcss U3 4YeTBEPTOW Maphl IIIOTOYHBIX KapMAaHOB M HEPBHOTO TPEOHS U SBISIIOTCSA
HMCTOYHUKOM MapadoImuKyIapHbIX KiIeTok. [lepBeiM aTanom GopmupoBanus LXK sBnsercs
WHBaruHaIus KJIETOK SHTOJEPMBI, C MOCIECAYIOUMM MaTTeHUPOBAHUEM U clienu(uKanuen
KJIIETOYHBIX KJIOHOB. JlaHHBIA TIpollecC KOHTPOJUPYETCS  KIETOYHO-aBTOHOMHBIMU
dbakTopaMy, TaKUMHU KakK PETyJIATOPbl TPAHCKPHUIMINH, W WHAYKTUBHBIMH CHUTHAJIAMU OT
OKpyXaromux TKaHeil. Ha 22 geHb 3MOpUOHAIBHOTO pPAa3BUTHUA TMPOTCHUTOPHBIC
¢ommukynspusie  knetkn LK  yenoBeka mnpuoOperaror — opraHocnenupuyecKyro
MOJIEKYJISIPHYIO CUTHATYpY C Kodkcnpeccuel ¢paktopoB Tpanckpuniuu PAX8 u NKX2-1, na
33 JeHb recTaluM JIONOJHUTENBHO HauumHaeT s3KkcneccupoBaThess FOXEL. B pganpHeimem
MPOUCXOAUT Tpojudepanus KIeTOK-IPEeIIIECTBEHHUKOB U X BPACTaHHE B MOJJIEXKAIILYIO
ME3EHXUMY BJI0JIb ITIOTOYHOM KHUIIKHM Kay1adbHO [0 OTHOILLIEHUIO K MEPBOil mape xa0epHbIX
KapMaHOB . BriociieicTBUM 3a4aTOK MIMTOBUIHON *eje3bl MpuoOpeTaeT (popMy BBITAHYTOM
MOJIOCTH (AIUTENHAIBHOIO TSDKA), COSAUHSSACH C TVIOTKOM Y3KUM KaHajIOM (ILMTOBUIHO-
A3bIYHBIM TPOTOKOM). Jlamee 3auatok XK HaumHaeTr MurpupoBaTth B IONEPEUHOM
HaIpaBJeHUHU B 00JACTh KOHEUHOM JOKANU3alMU U TSHET IUTOBUAHO- SI3bIYHBIA POTOK, B
3TO BpeMs IPOUCXOIUT CIUSHUE C JIaTepaJIbHbIMU 3a4aTKaMU Ha ypOBHE 4-bIX Nap Ka0epHBIX
kapMmaHoB. [Iponiecc TpaHcaokalmu 3a4aTka HIMTOBUIHOM sKeJe3bl KOHTPOJIUPYETCs paboTOM
14 tpanckpuniuonnoro (akropa FOXE], uro mokazaHo Ha MbIIMHBIX MozensX. Ilocie
3aBEPIIECHHS JTaHHOTO IpoLiecca MPOUCXOAUT PA3ABOCHUE U PACIIMPEHUE 3a4aTKa KEJE3bl,
HayMHaeTcs (pOpMUpPOBaHKE PABOM U JIEBOU 1011, COEIMHEHHBIE IEPEIIEUKOM, K 8- Henene
recTali LIMTOBUAHO-I3bIYHBIN TPOTOK aTpodupyercs . [I[porcxoauT ObICTPBI pOCT Oprana
3a CUeT pa3pacTaHus SMUTENUS U Me3eHXUMbl. CTpykTypHas AudQepeHIrpoBKa opraHa
ABJISIETCSl 3aBEPIIAIONIMM 3TaloOM pPa3BUTHUS, W COYETaeT B ceOe CTPYKTYpHbIE H
byHkmoHanpHble U3MeHeHus. [Iporiecc 3amyckaeTcst Ha 7 Heene SMOprUOreHe3a U 3aHUMaeT
B CpEIHEM OKOJO dYeTbipex Henenab. CTpyKTypHble HW3MEHEHHsS BKIIOYAIOT B ce0s
MOJISIPU3ALMI0 W aAre3ur0  (POJUIUKYJSAPHBIX KJIETOK ¢ 00pa3oBaHueM (DOJUIUKYJIOB,

NPEJCTaBSIIONMX CcO00M  (PYHKUMOHAJIBHYIO €IWHHUIy IIUTOBHJIHOM kene3bl. Ha
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(YHKIIMOHATTBLHOM ~YPOBHE, TOJSPU30BAHHBIE THPOLMTHI MPUOOPETAIOT CIOCOOHOCTH
CUHTE3UPOBaTh TOPMOHBI IIMTOBUIAHON Keje3bl . ['MCTOJIOrMYECKH MOYKHO BBIJEIUTH
HECKOJbKO 3TanoB auddepeniupoku [1DK: npekomnonn, HavyanbHBIA KOJUTOUA U CTAIUS
dbommukynsipHOro pocTta . [Ipexommonanas ctaausi pa3BuUTHS HaOIroMaeTcs Ha 7-9 Hememsx
rectaunu, B 31oT nepuod LK nmpencraBieHa HUTAMU KOMITAKTHBIX HEMOISPU30BAHHBIX
IIPEAIUICCTBEHHUKOB THUPOLMTOB. HavanbHas KOJUIOMIHAS CTaauMsl XapaKTEpU3yeTCs
MOSIBJICHUEM MEJIKUX (POJTUKYIIOB, 0Opa30BaHHBIX MOJIAPU3YIOMIUMHUCS TUpoLuTamMu Ha 10-
11 wemensx. WM, nHakoHen, c¢ 12 Hemenu recTaM HAYMHACTCS MPOTPECCUPYIOMIUI
bommukynsapHbii poct. Ll{utoBUAHAS Kene3a Mm10/1a MPHOOPEeTaeT CIOCOOHOCTh HAKAILIUBATh
HOAUA U CHHTE3UPOBATH TUPEOUIHBIE TOPMOHBI HA 3TAIl€ HAYaJIbHOW KOJJIOMAHOUN CTaauHu.

Ot (ubpo3HOIl Karcynbl, TOKPHIBAIOLIEH HIUTOBUAHYIO JKele3y, B IIyOb opraHa
OTXOJSAT COEAMHUTEIIbHOTKAHHBIE IEPErOpoOJKH, KOTOpble OOpa3yloT CTPOMY Oprasa,
COJZIEpIKaT COCybl M HEpBbI. Pa3znenenne napeHXuMbl Ha JOJIBKUA HEIIOJIHOE U KEJe3a [I0ITOMY
ABJISETCA MCEBAONONbYATON. CTPYKTYpHOW €IWHMIIEW IIMTOBHUIHOM KEJIE3bl SBISECTCS
GoTMKYT - 3aMKHYTBIM IMy3bIpEK, CTEHKAa KOTOPOTO BBICTIAHA OJHOCIOWHBIM
(bomnmukynsipHbIM) sniuTenueM. Kietku napenxumsl. Paznudarot Tpu Tumna kietok: A, B u C.
OCHOBHYI0 MaccCy KJIETOK MapeHXHUMbl COCTABISIOT THUPOUUTHI ((POJLTUKYISIpHbIE WU A-
kieTkr). OHM BBICTUJIAIOT CTEHKY (DOJUIMKYJIOB, B TOJOCTSIX KOTOPBIX pacrojaraercs
koJuton. Kaxxaplid QoJTMKyn OKpyKEeH T'YyCTOM CEeThI0 KamuUIApOB, B MPOCBET KOTOPBIX
CEKPETUPYIOTCA TOPMOHBI IIIMTOBUIHON KEJIE3bl - TAPOKCUH U TPUHUOATUPOHUH. B KiteTkax
pa3ianyarT anuKajdbHYyl0, OOKOBYIO M 0Oa3alibHyI0 NMOBEPXHOCTH. bazaimbHas MOBEPXHOCTh
KJIIETOK HAaXOAUTCA B TECHOM KOHTAaKT€ C KPOBEHOCHBIMU KalWJUIIPAMH, 31€Ch B
I1a3MOJIEMME UMEIOTCS pELENTOPbl K THPOTPONUHY; Ha OOKOBBIX TOBEPXHOCTSAX TUPOLIUTOB
HMMEIOTCS OTOSACHIBAIOIINE 3aMBIKATENbHBIE KOHTAKTBI, HA alTUKAJIIBHOW MOBEPXHOCTH KIJIETOK
pacronaraeTcsi MHOTO MHKPOBOPCHHOK, B aNMKAJIbHOM YacTH KIETOK JIEKHUT armapar
I"onpmKM, pa3HbIE TUIIBI BE3UKYJ (CEKPETOPHBIE, OKAWMIIEHHBIE, SHIOLMTO3HBIE C HE3PEIIBIM
Y 3pEeJIbIM TUPEOTI00YIMHOM), B MEMOpaHe UMEIOTCS PELETITOPHI JIJIS1 CBSI3bIBAHUS HE3PEJIOTO
TUPEOTIO0YINHA, TUPEOTIEPOKCUAA3A.

JlanpHENIIMKA aHAJIU3 JINTEPATYPHBIX JAHHBIX IMOKa3al ,4TO B CTPYKTYpPE NATOJOTUU
BifensitoT  amasuto  [IDK  (20-30 %), oOycioBiIeHHYIO HapyIIEHHEM IPOIECCOB

ACTCPMUHAIINN WM YCKOPCHHUCM aIloIIToO3a IPCAIICCTBCHHUKOB (bOHJ'IHKy.]'IprHBIX KJICTOK
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XK, sxronuto (50-60 %), BEI3BaHHYIO MPEXKICBPEMEHHBIM IPEKPAIICHHEM MUTPAITMOHHOTO
mpoiiecca, a Takke Tnoriasuto oprana (5 %). deHotTunudecku Jyis MOJTHOM aria3uy opraHa
XapaKTEePEH TSHKENbIM BPOKIACHHBIM TMIOTUPE03. [IoMUMO NOJIHON amuia3uu Kenes3bl y psaaa
ManyeHToB HaOmogaercss remuarenesust 1K, To ecTh OTCyTCTBHME ONHOW W3 JOJICH, B
OOJIBIIIMHCTBE CJIy4aeB JaHHOE COCTOSHUE HE COMNPSHKEHO C Pa3BUTHEM THIIOTHPEO3a
JIOTIOTHUTENIBHO BBIACISIOT «KAXKYIIYIOCS aIllIa3vuio», NAHHBIA TEPMHUH NPUMEHSIETCS B
cly4yasx OTCYTCTBUS (PyHKIMOHaNbHONW akTuBHOCTH TkaHu IIDK mo 16 pesynpraTtam
cupHTurpad@ur, U OOHAPYKEHUM THUIOIUIA3UPOBAHHOTO OpraHa MNpHU YJIBTPa3BYKOBOM
MCCJICIOBAHNH, & TAK)KE BBISBIICHUS OMPEACIICMbBIX YPOBHEH THPOKCHHA W TUPEOTIO0YINHA
B KpoBu . B 3aBucumoctu ot creneHu auddepenmupopku kinetok DK u wux
(OYHKIIMOHATBLHOM COCTOSATENIBHOCTH, CPEAM MAIlMEHTOB C TUIIOIJIA3UEl OopraHa BBIICISIOT
rpynny ¢ TUOoTHpeo3oM ©  dythpeo3oM. Okromug DK  saBasercs nHaubonee
pacnpoctpaHéHHOM hopmoii 3a00s1eBaHUs. DKTOMUPOBAHHBIC TKAHU YKeJIe3bl B OOJIBIIIMHCTBE
CIIy4acB JOKAIMU3YETCS IO CPEAWHHOM IJIMHUU, MEXKIY CIENbIM OTBEPCTHUEM fA3bIKa H
HOPMAJIBHBIM IIPEATPaxeallbHbIM IIOJIOKEHUEM, KPOME TOrO OIMCaHbl Cllydaud SKTONUHU
opraHa B CpPEIOCTEHHE, JIBEHAJLATUIICPCTHYK) KHIIKY, >KETYHBIA My3bIpb, XKEITYAOK,
MOJKEITYAOUYHYIO KEeJIe3y U APYTUe OPTaHBbI .

[Ipumepno B 10 % ciydaeB BBISABISIETCS JIBOWHAS SKTOINMS OpraHa . ODKTOMUPOBAHHAas
IIUTOBUJIHAS KeJIe3a UMEET OKPYTIyIo hopMy, C pa3IMuHON (PYHKIITMOHATBLHON aKTUBHOCTHIO
TKaHu . I3yueHne MOJIEKYISIPHBIX MEXaHU3MOB, JIEXKAIMX B OCHOBE MAaTOr€HE3a JUCTEHE3UN
IIUTOBUIHOM KeJIe3bl, TTO3BOJIMIIO BBIJICIUTH U30JUpOBaHHbIE (hopMbl 3a00neBanust u BI' B
COCTaBE HACJICACTBEHHBIX CUHIAPOMOB . Tak myranuu B reHax PAX8 u TSHR npuBogsar k
M30JIMPOBAHHBIM HApYyIIECHUSIM mpolieccoB amoOpuoreneza DK , myramun B NKX2-1 #u
FOXEI, x cuHApOMY «MO3T - JIETKHE-IITUTOBU IHAS JKeJie3a» U cuHapomy bamdopt-Jlazapyc
cooTBETCTBEHHO. O00Cc00IeHHOE noIoKeHe 3aHumaeT red NKX2-5, skcrpeccusi JaHHOTO
reHa TOMHUMO IIUTOBUIHOM KeJie3bl 0OHapYKeHa ete U B cepie. CoriacHo 3TUM JaHHBIM,
MyTanuu B NKX2-5 1omkHbI TPUBOAUTE K CHHAPOMAJIBHOM (hopme 3a00JIeBaHus, OJTHAKO, HA
CErOAHSAIIHUMN JI€Hb HET JIOCTOBEPHBIX JAHHBIX HU O POJIM JAaHHOTO I'€HA B CAMUX ITpoleccax
sambOpuorenesa LK, Hu o cimydasx myTaiuid, ¢ JOKa3aHHON MATOTEHHOCTHIO, TPUBOISIINX K
pazBututo aucrenesuu LLIPDK . Cnegyrommm 3Tanom, nocie n3ydeHust MOJEKYJISIPHBIX TPUYHH

runotupeosa ¢ nucrenesueit 1K, 6110 onpeenenre 4acToThl BCTPEUaeMOCTH MOHOT€HHBIX
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dbopM B cTpykType naHHOW mnartosorud. C 53TOM I1ENbl0 TPOBEIACHBI MOJIEKYJISIPHO-
reHeTUYeCKue ucciienoBanus Bcex reHoB-kanaumatoB (NKX2-1, FOXE1, PAXS8, TSHR,
NKX2-5) na 17 Gompmux Koroprax manueHtoB. [lo pe3ynpTaTaM HTaHHBIX WCCIIEIOBAHHMA
BBISIBJICH HU3KHI MPOIEHT BCTPEYAEMOCTH MOHOTEHHBIX (hopMm 3aborneBanus 0,59-5,88 %.
[ToMuMO  MOJEKYISIPHOTEHETUYECKUX  HCCIEAOBAaHUN  ObUIM  MPOBEACHBI  aHAIM3BI
POAOCIOBHBIX ManueHToB ¢ aucre”esnen DK u BpOXIEHHBIM TMIIOTUPEO30M, IIPU ITOM
ceMelHble ciayyau 3a0oJieBaHMsI ObLIM BBIABJICHBI B 2 % cily4daeB, Ipyrue BPOXKICHHBIC
anomaiuu 2K, Takue kak cpeMHHBIE KUCTHI 1Ied U J0OaBOYHAs MUpaMUAAIIbHAS JOJIA, Y
POJICTBEHHHKOB TICPBOM JIMHUHM POJCTBA BCTpeHYAIMCh 3HaunTenpbHO dyamie (7,9-21,0 %
city4aeB), o cpaBHeHUIO ¢ KOHTposeM (0,9 % ciiydaeB) . OTu 1aHHbIE YKa3bIBAIM HA HATTUYHE
HEN3YUYEHHBIX T€HETUYECKUX MEXaHU3MOB HACJIEI0BAHUS JAHHOTO 3a00JIEBaHUs. Y UUTHIBAS
KIIMHUYECKYIO0 TeTepOoreHHoCcTh (hopM nucrene3uun 12K B pamkax ogHOIM ceMbH, U BHICOKUN
nipotieHT (92 %) TUCKOPAAHTHOCTH MEXKIY

MOHO3UTOTHBIMU OJIM3HE[aMU, OBLIO MPEANOIIOKEHO, YTO MpPUYHUHA B
«HEMEHJICJIEBCKOMY MEXaHW3ME HaclieIoBaHus 3a001eBaHu.

A Takxke wuccienoBareasiMd ObLJIO MOATBEPKIAEHO, YTO APYIMM BO3MOXKHBIM
MeXaHu3MOM pa3BuTus aucrenesuu LK sBisitoTcst nUreHHble WK MOJUTEHHBIE MyTalluu,
MIPUYEM HE TOJIBKO B F€HaX-KaHAWAATaxX JAJisl JAaHHOM MMaTOJIOTHH, HO U B FT€HAX, YYaCTBYIOIIUX
B OMOCHMHTE3€ THPEOMJHBIX TOPMOHOB, UYTO OBLJIO BBISIBJICHO y psiAa mauueHToB. Jpyrue
UCCEOBaHUs ObUIM  HalpaBlIEHbl Ha W3Y4YEHUE DJMHUTCHETUYECKHX MEXaHU3MOB
HACJIC/IOBaHMs, B pe3yJibTaTe MPH MOBEACHUH OUCYIb(GUAHOTO cekBeHupoBanus (BS-seq)
rpynna ydyeHelx Bo T1iaBe ¢ Abu-Khudir oOnapyxwin TkaHecnenupuueckoe
mubdepennmansioe MetwinpoBannue perunona (DMR) mpomoropa rena FOXE] B
IIATOBUIHOM JKEJIE€3€ B OTJIMYME OT JEHKouuToB . bonee Toro, merunupoBaHue 2
nocnenoBarenpHbix  CpG  muHykneornnoB B DMR  mpuBoamno K yMEHBIIEHUIO
tpanckpunuuu FOXE1l. Ha cerogusamHuii A€Hb OCTa€TCS OTKPBITBIM  BOIPOC
naTo(U3HOJIOTUN TUCTEHE3NU IIUTOBUIHOM KeJe3bl U TpedyeTcs MpOoBeIeHUE JaTbHEHIIINX
uccnenoBannil. Kpome Toro, PAXS8 cBaszeiBaercs ¢ npomoropamu reHoB TPO, TG u SLC5AS
U, TakuM o0O0pa3oM, KOHTPOJUpPYET HX 3Kcripeccuto. B HacTosmmii MOMEHT ocTaercs
HenzyuyeHHO posib PAXS B pazButuu u (GOpMUPOBAHMM MOYEK U TOJOBHOro Mosra. Kak

ObL10 cka3zaHo panee, skcnpeccus MPHK PAXS8 obHapykeHa B TKaHAX JAaHHBIX OPTaHOB Y
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MBIIIIEH, TEM HE MEHEE, Y HOKAyTHBIX 0CO0€H HE BBISIBIICHO HAPYIICHUH (PYHKITMOHUPOBAHUS
WIM Pa3BUTHS 3TUX OopraHoB. K HacTosieMy MOMEHTY onucaHo 6osee 20 HHAKTUBUPYIOIINX
MyTallMid B JaHHOM TeHe, OOJBIIMHCTBO M3 HHUX JoKanu3oBaHel B Paired box momene.
MexaHu3m HacjeloBaHUS 3a00JIEBaHUS AyTOCOMHOJOMHUHAHTHbIA. deHoTHNHUYECKHe
nposiBieHns MyTtaunii B PAXS8 BKIIOYAlOT pa3BUTHE THUIOTUPEO3a M THUIOILIA3UU
ITUTOBUIHON JKeJie3bl. Bo3pacT MaHudectanuy HEJOCTATOYHOCTH THPEOUTHBIX TOPMOHOB
JI0OCTaTOYHO BapuabesieH, OJJHAKO B OOJIBIIMHCTBE CIIy4aeB TMIIOTUPEO3 TUATHOCTUPYETCS B
HEOHAaTAJIbHOM mepuoje. B OonbpmmHCTBe ciydaeB npu Busyanusanuu DK BoisiBiena
TUTOIUIA3KMsl OpraHa, OMHCAHBI Takxke ciaydan 20 TONHOW arja3ud WA, Hao0OopoT,
HOPMAaJIbHBIX pa3MepoB xeies3bl . Kpome Toro, 3adukcupoBano nBa ciaydas skronuu K,
accolMUpOBaHHbIC ¢ MyTalUsiMU B TeHe PAXS. denoTunuyeckas BapuadbeIbHOCTh JAHHOTO
3a00J1eBaHUs1, O0BACHITHCS TalNIOHEI0CTATOYHOCTBIO U IOMUHAHTHOHETATUBHBIM 3(pdeKkToM
myTaruii. [lepBoe onucanue namuenta ¢ mytamueit B rene NKX2-1 omy6nukoBano B 1998
rony Devriend wu coaBr. KrnaccuueckuMu TPOSIBICHUSIMH CHUHAPOMA  SIBIISIFOTCS
N00pOKaYeCTBEHHAs HACIEJCTBEHHAs XOpes, TUIOTUPEO3 U PECHUPATOPHBIA-TUCTPECC
curapoM. OJTHAKO cCOYETaHUE BCEX 3 MPU3HAKOB BCTpeuaercs npumepHo B S0 % cimyyaes, a
CTENEHb TSKECTU NPOSBICHHUS KaXAOTO0 OTIAEIBHOTO COCTaBIIAIONIETO CHUHApPOMA
BapuabenbHa . OTIMYUTENBHBIM TPU3HAKOM 3a00JIEBAHUS SIBIISIOTCS HEBPOJOTUYECKHE
HapylieHus: (4actota BcTpedyaemMocTH okoio 90 %), K KOTOPbIM  OTHOCHUTCS
n00poKayeCTBEHHAsI HACJIEACTBEHHAs! XOpesi, TPEMOp, AU3aPTPUsl, MBIIIICYHAS] TUTIOTOHUS U
atakcus . Bo3pact manudecrais HapyieHuid BapbupyeT OT Meprojia HOBOPOKICHHOCTH 10
MOJAPOCTKOBOTO BO3pacTa, C HapacTaHUEM KIMHUYECKUX MPOSBICHHN N0 BTOPOIo
NECATUIIETUS )KU3HU. BTOPBIM 10 4aCTOTE BCTPEUAEMOCTH CUMIITOMOM SIBJISIETCS] HAPYIIEHUE
Gyukiuit snerkux. B HeoHaTadbHOM TIEPUOJE BO3MOXKHO Pa3BUTHUE PECIUPATOPHOTO
JTUCTPECC-CUHIPOMA, a B 00Jiee CTapllieM BO3PACTE - PELUIMBUPYIOLIIUN HHTEPCTULIMATIbHBIX
JIETOYHBIX HHPEKIH, 4TO BeAeT K (hopmMupoBaHuio Gudpo3a JETKUX y MOKHIIIBIX TTAIUEHTOB.
CreneHb HETOCTATOYHOCTH TOPMOHOB IIUTOBUIHOM Keje3bl BapbUPyeT OT MaHU(DECTHOTO
TUNIOTHPE03a 10 CyOKkIuHnYeckoro (mobiieHue ypoHs TTT, mpu HOpMaabHOM 3HAYCHHUH
ypoBHs T4 cBoOOmHOTO) . ManudecTaius runoTupeosa, Takke, Kak U IPYTruX MPOSIBICHHMA
JaHHOrO  3a0o0JieBaHMs, MOXKET HaOMIoAaTbCs OT  MIIAJIEHYECKOro  Bo3pacta o

MOJAPOCTKOBOTO. Mopdonornyeckne HapylieHus: mpoiecca dMOpHOTeHe3a NIUTOBUIHON
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KeJIe3bl MPOSBIISIIOTCS TUIOIIa3uel WK areHe3neil. Onucanbl TakxkKe ciiydal HOPMajibHOTO
pa3mepa xenesbl . K HacTosiieMy MomMeHTy u3BecTHO Oojiee 70 myranmii B reHe NKX2-1.
bput0 3ameueHo, 4TO TSKECTh KIMHUYECKUX MPOSBJIECHUM 3aBUCUT OT TUa Myrtamuu. K
MIPUMEPY, MUCCEHC- BapUallUh XapaKTEPU3YIOTCS 00Jiee MITKUM TEUEHHEM, OTCYTCTBUEM
OJIHOTO MJIM HECKOJIBKUX COCTABJISIFOIINX CUHIIPOMA, a JIJIsl OOLIMPHBIX JeJICHUN XapaKTEPHO
pPa3BUTHUE PECHUPATOPHOrO JUCTPECC-CHUHAPOMA, BPOKICHHOTO 22 TUIOTUpEOo3a U Ooiee
TSKEJIBIX MOTOPHBIX HAPYLICHUM.

Takum 00pa3oMm, B KOHIIE JUTEPATypHOro 0030pa MOKHO CKa3aTh O ILIEHHOCTHU
JNAJTbHENIIEr0 U3YYEHHS U3MEHEHUS B IIUTOBHUJIHOM JKEJIE3€ HA OCHOBE KIMHUYECKUX W

TCOPCTUYCCKUX NJAHHBIX.

JINTEPATYPA

1.Octposepxoe I'. E., JIy6ouxkuii J{. H., bomam FO. M. Kypc onepaTuBHON XUpypruu

u Tonorpaduueckoit anaromuu. M.: Meaununa, 1964. C. 387.

2. opoxosuu I'. II. AHaToMHS PHIOKPHUHHBIX KeJe3: y4el.-MeTo. mocooue. MH.:
BI'MY, 2002. 25 c.

3. Alberti, L. Germline mutations of TSH receptor gene as cause of nonautoimmune
subclinical hypothyroidism / L. Alberti, et al. // J Clin Endocrinol Metab. - 2002. - Ne 87 (6).
- P. 2549-2555.

4. Sunthomthepvarakul, T. Resistance to Thyrotropin Caused by Mutations in the
Thyrotropin-Receptor Gene / T. Sunthomthepvarakul, et al. // N Engl J Med. 1995.-Ne 332.-
P. 155-160.

5. Joshi S.D., Joshi S.S., Daimi S.R., Athavale S.A. The thyroid gland and its
variations: a cadaveric study // Folia Morpologica. 2010. V. 69. P. 47-50.

6. Mikosch P., Gallowitsch H.J., Kresnik E., Molnar M., Gomez I., Lind P. Thyroid
hemi agenesis in an endemic goiter area diagnosed by ultrasonography: report of sixteen
patients / Department of Nuclear Medicine and Special Endocrinology, Klagenfurt, Austria.
Thyroid (impact factor: 4.79). 1999. V. 12. Ne 9 (11). P. 1075-1084. DOI: 10.1089/thy.
1999.9.1075.

7. Chang J., Gerscovich E. O., Dublin A. B., McGahan J. P., Hemiagenesis T. A Rare

Finding I I JUM. September 1. 2011. V. 30. Ne 9. P. 1309-1310.
32



8. Calaciura F., Motta R. M., Miscio G. et al. Subclinical hypothyroidism in early
childhood: a frequent outcome of transiet neonatal hyperthyrotropinemia // J. Clin.
Endocrinol. Metab. 2002. - Vol. 87. -P.3209-3214.

9. Caruso G., Attard M., Caronia A., Lagalla R. Color Doppler measurement of blood

flow in the inferior thyroid artery in patients with autoimmune thyroid diseases /7 Eur.

J. Radiol. 2000. - V.36. - Ne 1. - P.5-10.

10. Chanoine J. P., Toppet V., Bourdoux P., Delange F. Smoking during pregnancy: a
significant cause of neonatal thyroid enlargement I | Br. Obstet Gynaud.- 1991; 98: 65-68.

11. Wang Z, Zang J, Shi Z, et al. lodine status of 8 to 10 years old children within 20
years following compulsory salt iodization policy in Shanghai, China. Nutr J. 2019;18(1):63.
d0i:10.1186/s12937-019-0491-x

12.  Weichenberger CX, Rivera MT, Vanderpas J. Familial Aggregation of Endemic
Congenital Hypothyroidism Syndrome in Congo (DR): Historical Data. // Nutrients. 2020;
12(10):3021. Published 2020 Oct 2. do0i:10.3390/nul2103021

13. Ilykypos, ®. 1., and 1O. K. /Ixa06apopa. "OreHka 0BapHaILHOTO pe3epBa y
KEHIIMH ¢ OecruiogueM, OOYCIOBIEHHBIM CTPYKTYPHBIMU MaTOJOTUAMH SHYHUKOB,
nepeHecux dHaoxupyprudeckue onepanuu.” (2016).

14. Maxwmanamues, X. XK., Kangeibaesa, A. O., AGaycamaros, A. A., & Habues, A.
H. (2010). I'enaTo3amuTHOE AEHCTBUE CTUMYCOJa MPHU SKCIEPUMEHTAILHOM XPOHUYECKOM
rernatute. Cubupckuit meaunmHackuii sxypaan (Mpkyrck), 99(8), 144-146.

15. Ackapesani, Bepa IlerpoHa. "BausHue MMMOOMIM3aIIMOHHOTO CTpecca Ha
aKTUBHOCTb M  TomOrpauio  JHTEpaJbHbIX (epMEeHTOB Ha (oHEe  BBeIEHUSA
denazenama." Menuinna u 3apaBooxpanenue. 2016.

16. Ackapesnn, B. I1., X. X. Axpopos, and ®. A. Mycrakumosa. "BnusHue

TUPEOHIHBIX TOPMOHOB Ha HepBHYIO cuctemy." Medicus 1 (2018): 11-13.

33



