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3akJir04e

FOXELI (g.97793827A>G) Ien FOXEl xomupyer cnennduyecKuid Ui IIMTOBUIHON JKeyne3bl (akTop
tparckpurnuuu (forkhead box), KOTOpBIH BBITOMHSIET MHOTOYUCICHHBIC (DyHK-
OUA — OMOpPHOHAIBHOE pPAa3BUTHE LIMTOBHIHON JKeNe3bl, POCT U Pa3MHO-

JKEHHe KJIETOK, AaHTHOTeHe3, OIyXOJeBYI0 TpaHC(HOpPMAIMI0 KIeToK. BapuaHt
NC 000009.12:2.97793827A>G rena FOXE] pacrionoxxeH B peryiIsTOpHO# obnacTu
TeHa, OH CIIOCOOEH yCHIIMBATh MPOJIM(EpaTHBHBIC MPOLECCH B IIUTOBUIHON Kelle-
3€, B Pe3yJIbTaTe Yero MoBblmaercs e€ (GyHKINOHAIbHAS aKTUBHOCTb. BEIABICHHBIN
rerotunt A/A Bapmanta NC_000009.12:2.97793827A>G rera FOXE! cBs3an ¢ mo-
BBILIEHHBIM puckoM cHikeHus TTI u, Kak clieICTBUEe, CHIKEHHEM PUCKA PA3BUTHS
THIIOTHPE03a.

MCTI10 (SLC16A10) (c.943-1350T>C) I'en MCTI10 xomgupyeT TpaHCHOpPTEp apOMAaTHYECKUX aMHUHOKHCIOT T-Tuma, u3-
BECTHBIH KaK MEPEHOCYHK apOMaTHYEeCKHX aMHHOKHCIOT cemeiictBa 16, wien 10
(SLC16A10). MCT10 obecnieunBatoT Na (+)-He3aBUCUMBINA TPAHCIIOPT apoMaTude-
CKHUX aMHHOKHCIIOT, a TaKke€ TOPMOHOB IIHWTOBUIHOM >Kele3bl yepe3 IuIa3MaTude-
ckyro MemOpany. Bapuant ¢.943-1350T>C rena MCT10 MoxeT 3aMemIsiTh TPaHC-
MOPT FOPMOHOB [IIUTOBUTHOM KeJIe3bl B MO3T, B PE3YJILTATE YETO MIPOUCXOIUT X CHH-
xkerne. Bapuant ¢.943-1350T>C rera MCT10 takke ABIsICTCS MapKepOM ILIOXOTO
oTBeTa Ha MoHoTepanuio L-T4 u sBiseTcs nmoka3aHHEM K Ha3HAYCHUIO KOMOHMHHUPO-
BaHHO# Tepamuu L-T4 + L-T3 (Evidence-Based Use of Levothyroxine/Liothyronine
Combinations in Treating Hypothyroidism: A Consensus Document, ETA 2021).
Besenennstit renorun T/T Bapuanta ¢.943-1350T>C rena MCT10 He cBsizaH ¢ 10-
BBILIEHHBIM PHCKOM Pa3BUTHUS THIIOTHPEO3a.

TPO (c.-75A>G) T'en TPO kogupyeT nmepokcuaasy IMUTOBUIHOMN KeJle3bl - MEeMOpaH-CBI3aHHBIA TJIH-
KOIPOTEHH, UTPAIOIINI BAXKHYIO POJIb B HOPMaJIbHOM (DYHKIIHOHUPOBAHUH ILIUTOBU-
HoM xkene3sl. TPO karanu3upyeT okuciaeHue ona, HoJupoBaHUe OCTaTKOB THPO3KUHA
U COCIMHEHNE HOATUPO3MHOB ¢ oOpa3zoBaHueM HoartupoHuHoB T4 u T3. INommmop-
(hU3MBI ¥ MyTalluK B 3TOM I'€HE aCCOLMUPOBAHBI C N3MEHEHHEM CTPYKTYPHI (pepMeH-
Ta, 9TO IPUBOIUT K BbIpaboTke ayroaHTUTen K TIIO M MOXET BBI3BaTh HapyLICHHS
TOPMOHOTeHEe3a IUTOBUIHOW KeJie3bl M Mpolecchl opranudukanuu ioxa. Bapuanr
c.-75A>T/G rena TPO MoxeT SIBISTHCS IPUYMHOW Pa3BUTHS ayTOUMMYHHOTO TH-
peonnTa, THIIEPTUPE03a U THPEOTOKCHKO3a Ha (pOHE IMpreMa TepareBTHYeCKuX J103
fioma. Brisenennsrit renotun A/G Bapuanra c.-75A>T/G rera TPO He cBs3aH ¢ 10-
BBIIIEHHBIM PHCKOM pa3BUTHUS 3a00J€BaHUN MNTOBHIHOM JKEIIE3HI.

PDESB (¢.339+11353G>A) T'er PDESB xonupyet gpepment pochoaudcrepasy 8B (DAI8B). DAI8B otHOCHTCS
K KJaccy IMUKIMYECKUX HYKJICOTHUAHBIX (ocoanscrepas, KOTopas OTIIEIUIIeT (oc-
(opHBIE OCTaTKU OT HHUKINYecKHX TAM®D, TeM caMmbIM ero MHAKTUBUpYsS. DAMOD
HeoOxomuM uId nepenadu curHaia ¢ penentopa TTI k kackamam (GepMeHTOB, CHH-
TE3UPYIOIUX TUPEOUTHbIE TOPMOHBI. Takum obpazom, DID8B sBisieTcst MoyIATO-
poM GYHKITUH IIUTOBHIHON kese3bl. Bapuant ¢.339+11353G>A rena PDE8B mo-
JKET MPUBOAUTH K MOBBINIEHHOMY paspyuieHuro TAM® u nocienyromeMy CHUXe-
HHEIO0 CHHTE3a THPEOMIHBIX TOPMOHOB, M, COOTBETCTBEHHO, K IOBBIIICHUIO YPOBHS
TTT. Berasnensstit rerotun A/A BapuanTa ¢.339+11353G>A rena PDE8B cBsi3an ¢
yBenudenueM ypoBHs TTI Ha 0.26-0,29 MME/Mi1, 10 CpaBHEHHIO CO CPETHENOMYJIs-
LMOHHBIMHU LU(paMH, acCOLMUPOBaH C CYOKIMHMYECKHM THUIIOTUPEO30M M OecIuio-
JIMEM Y JKEHIIWH, a TakKe HEraTWBHBIM 3((HEeKTOM CyOKIMHHYECKOTO THUIIOTHPEO03a
npu 6epeMEHHOCTH.
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T'er DIO1 xomupyer Oenok, MpHUHAUICKANTHNA K CEMEHCTBY HOATHPOHMHOBHIX JIe-
nonuHa3. OH KaTalu3upyeT aKTUBALUIO, a TAKKe MHAKTUBAIMIO TOPMOHA IIUTOBU-
HOM KeJe3bl MyTeM [eHOoAMpOBaHMSA HApy>KHOTO M BHYTPCHHETO KOJIbI[a COOTBET-
CTBEHHO. Peakiusi akTHBalny 3aKIII04aeTcsl B IpeoOpa3oBaHUM IPOrOPMOHA THPOK-
cuHa (T4), cexpeTupyeMoro MUTOBUIHOH Kene30i, B ONOAKTHBHBIN TOPMOH IIIUTO-
BUAHOI kene3bl TpuitonTupoHuH (T3). T3 — ropMOH IMHUTOBHUIHO Kene3bl, OHOIO-
THYeCKasi aKTUBHOCTb KOTOPOTO B 3-5 pa3 MpeBbIIIacT aKTUBHOCTh THPOKCHHA. Heko-
TOpPOE KOJIMYECTBO TPUHOATHPOHHHA CHHTE3UPYETCA B IIUTOBUIHON XKeJe3e, OTHAKO
B OCHOBHOM OH 00pasyeTcs Ipu AeHOANPOBaHUH THPOKCHHA B NEYEHHU U nepudepu-
yeckux TKaHsixX. Bapuant ¢.*29C>T rena DIO1 cBsizaH co CHMKEHHEM SKCIIPECCUH
TeHa U, CJIEOBATeIbHO, CO CHIDKCHHON (yHKIMEH AedoqwHasbl 1, 9TO MPUBOAUT K
YMEHBIIIEHUIO COOTHOIIEHHs cBOOOAHBIX T3/T4 m cBoGomHoro T3 W mMOBHIIEHHON
KOHIICHTpAIUU CBOOOHOTO TeTpaioaTuponuna (fT4) u peBepcCUBHOTO TPHHOITHPO-
HuHa (rT3) B mna3me. Boisnennstii renotun C/C Bapuanra c.*29C>T rena DIO1 e
CBSI3aH C MOBBIIIEHHBIM PHCKOM Pa3BUTHUS THIIOTHPEO3a.

DIO1 (c.682-34C>A) T'er DIO1 xomupyer Oenok, MpUHAUICKANINA K CEMEHCTBY HOATHPOHMHOBHIX [Ie-
noauHa3. OH KaTalu3upyeT aKTUBALUIO, a TAKKe MHAKTUBAIMIO TOPMOHA IIUTOBU-
HOH KeJe3bl MyTeM [eHOoAMpOBaHMA HApy>KHOTO M BHYTPEHHETO KOJIbI]a COOTBET-
CTBEHHO. Peakiysi akTHBalMK 3aKII04aeTcsl B IpeoOpa3oBaHUM IIPOrOPMOHA THPOK-
cuHa (T4), cexpeTnpyeMoro MUTOBUIHOH Kene30i, B OMOAKTHBHBIN TOPMOH IIIUTO-
BUIHOI xemne3sl TpuiionTuporuH (T3). T3 — ropMOH MUTOBHIHOM KeTe3bl, ONOIOTH-
YyecKasi akKTHBHOCTb KOTOPOTO B 3-5 pa3 MpeBbIIIAacT aKTUBHOCTh THPOKCHHA. HekoTo-
poe KOJTMYECTBO TPHUHOATHPOHUHA CHHTE3UPYETCS B IIUTOBUIHON JKejie3e, OMHAKO B
OCHOBHOM OH 00pa3yercst IpH AeHOANPOBaHNH THPOKCHHA B ITEUSHHU U Nepudepude-
ckux TKaHsAX. Bapuanrt ¢.682-34C>A rena DIOI cBsi3aH co CHHXKEHHEM IKCIIPECCHU
TeHa U, CJICOBATeIbHO, CO CHIDKCHHON (yHKIWMEH AeloqwHasbl 1, 9TO MPUBOAMT K
YMEHBIIIEHUIO COOTHOIIEHMs cBOOOAHBIX T3/T4 m cBoGomHoro T3 W mOBBIIEHHON
KOHIICHTpAIUU CBOOOHOTO TeTpaioaTuponuna (fT4) u peBepCUBHOTO TPHHOITHPO-
HuHa (rT3) B masme. BousiBnennstit renotun C/A Bapuanta ¢.*29C>T rena DIO1
CBSI3aH C MOBBIIIEHHBIM PHCKOM Pa3BUTHUS THIIOTHPEO3a.

DIO1 (c.*1058A>QG) T'er DIO1 xommpyer Oenok, mpUHAUICKANIMA K CEMEHCTBY HOATHPOHMHOBHIX [Ie-
noanHa3. OH KaTann3upyeT aKTHBAIMIO, a TAaK)Ke MHAKTHUBAIIMIO TOPMOHA IIUTOBHUI-
HOM JKele3bl MyTeM AeHOMUPOBAaHUS HAPY)KHOTO M BHYTPEHHETO KOJIbIIA COOTBET-
CTBCHHO. Peakiiysi aKTHBAaI[UK 3aKJIF0YacTCs B MPeoOpa30oBaHUK MPOTOPMOHA THPOK-
cuHa (T4), cekpeTupyemMoro IUTOBHIHOW KeJe30H, B OMOAKTHBHBIH TOPMOH IIH-
TOBHIHOH skene3bl TpuionTiupoHuH (T3). T3 — ropMoH MHUTOBUAHON XKene3bl, OHo-
JIOTHYEeCKasi aKTUBHOCTb KOTOPOTO B 3-5 pa3 MpeBBIIACT aKTHBHOCTH THPOKCHHA.
Hexoropoe konuuecTBO TPUMOATUPOHMHA CUHTE3UPYETCS B LIUTOBUIHOU XKellese,
OJTHAKO B OCHOBHOM OH 00pa3yeTcs Mpu JCHOTUPOBAHWUN TUPOKCHHA B TCUCHH U
nepudepuiecknx Tkausx. Bapuant ¢.*1058A>G rena DIO1 cBsizaH ¢ MOBBINICHH-
€M JKCIIPECCHU TeHa W, CICAOBATENBHO, C MOBHIICHHON (yHKIMEH AeioquHassl 1,
YTO TIPUBOIUT K YBEIMUYCHHIO COOTHOMICHUs cBoOomHbIX T3/T4 u cBobGomuoro T3 n
MMOHMKEHHO!N KOHI[EHTpauu cBoOoaHOro Terpaioaruponnna (fT4) u peBepcuBHOTO
tpuiionrrponuHa (rT3) B ruiazme. Beissiennslii renotun A/G BapuanTa c.*1058A>
G rena DIO1 cBsi3aH co cpeHENOMYISLHMOHHBIM PUCKOM PA3BUTHS TUIIOTUPEO3A.
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>A/T; ORFa-Gly3Asp) T'er DIO2 xomupyeT 6eJoK, MpUHAAISKAIINN K CEMEHCTBY HONTHPOHUH ICHOIMHA3.
DIO2 skcnipeccupyeTcst B TKaHSX ITUTOBUIHOMN JKeJe3bl, TUIAleHTHI, THo(u3a 1 Mo3-
ra. OH Karaau3upyeT IpeBpalleHue mporopMoHa THpokcuHa (T4) B 6GMOAKTHUBHBIN
TOPMOH IIUTOBUIHOMW Jxene3sl - TpudoaruponuH (T3) 3a cuer 5’-gelopmpoBaHus
BHewHero kojibla. Cunraercs, uro DIO2 orBeuaer 3a *MecTHOE’ MPOU3BOACTBO T3,
U, TaKUM 00pa3oM, UTPAET BaXKHYIO POJIb BO BIMSHHUM HA JEHCTBHE TOPMOHA IIIUTO-
BHUJTHOM ele3bl B 3THX TKaHsAX. Hapymenus B reae DIO2 BenyT k Tak Ha3pIBaeMOMY
’CKPBITOMY THIIOTHPEO3Y’, KOTOPBIH MOXHO AMAarHOCTHPOBATh IO KOCBEHHBIM IIpH-
3HakaM. Hapymenus B rene DIO2 cBsi3aHBI ¢ pUCKOM IIJIOXOTO OTBETA Ha JEKapCcTBa
JUIs IIMTOBUIHOM KeNe3bl, PUCKOM Pa3BUTHUS OXHPEHUS M PE3UCTEHTHOCTH K WH-
CYIIMHY, PUCKOM HAapyIICHUS Pa3BUTHs KOTHUTHBHBIX (DYHKIHH, PUCKOM Pa3BUTHSA
0CTeoapTpo3a U OUITOIISIPHOTO paccTpoiicTBa. Bapmant c¢.-143G> T rena DIO2 acco-
LIUMPOBAH C MOBBIIIEHHEM KCIIPECCUH T'€Ha U, CJIEI0BATENIbHO, CO CHHKEHHEM YPOB-
Hs T4, cBobonHoro T4 (fT4), pesepcuBHoro TpuiioaTuponnta (rT3) u noBeieHUEM
coorHowenust T3/T4 B mnasme. BoisaBnennsiii reHotun G/A Bapuanra c.-143G>A/T
rena DIO2 cBsi3aH co cpeaHENONy SIIHOHHBIM PHCKOM Pa3BUTHS THIIOTHPEO3A.

DIO2  (g.80203237T>C; c.274A>G; Ten DIO2 xomaupyet Genok, MpUHAISKAIINA K CEMEUCTBY HOATUPOHUH JeHOaHA3.

p-Thr92Ala) DIO2 skcnpeccupyeTcs B TKaHAX IUTOBUIHOMN XKeJIe3bl, TUIaleHThl, TUodu3a U Mo3-
ra. OH KaranusupyeT npeBpalieHue nporopmMona tupokcuHa (T4) B GHOaKTHBHBIH
TOPMOH IIUTOBUAHOHN >kene3sl - TpuioaruponuH (T3) 3a cuer 5’-geliopnpoBaHus
BHemrHero konbia. Cunraercs, uto DIO2 orBewaer 3a *MecTHOE’ MPOU3BOACTBO T3,
U, TaKUM 00pa3oM, UTPaeT BaXKHYIO POJIb BO BIMSHHUM HA JEHCTBHE TOPMOHA IIUTO-
BUHOI ene3bl B 3TUX TKaHAX. Hapymenus B rene DIO2 BeqyT k Tak Ha3bIBAEMOMY
’CKPBITOMY TMIIOTHPEO3Y , KOTOPBI MOXHO AMAarHOCTHPOBATh IO KOCBEHHBIM INpH-
3HakaM. Bapuant ¢.274A>G rena DIO2 accouunpoBaH cO CHUXKEHUEM IKCIIPECCHU
TCHa, CHIDKCHHEM ypoBHS KoHBepTauuu T4 B T3 (MOBBIIICHHBIH YpoBeHb T4, TIOHU-
JKeHHBI ypoBeHb T3, cHmkeHHoe cooTHomeHne 13/T4) B TkaHAX. AcCOUMMPOBaH
C PHCKOM Pa3BHUTHs OXKHUPEHHS U PE3UCTEHTHOCTU K MHCYJIMHY, PUCKOM HapylleHHs
Pa3BUTHsI KOTHUTHBHBIX (DYHKIUI, PUCKOM Pa3BUTHUSI OCTE0APTPO3a U OUITOISPHOTO
pacctpoiictBa. Bapuant ¢.274A>G rena DIO2 Takxe sBIsSIeTCS MapKepOM ILJI0XOTO
orBeTa Ha MoHoTepanuio L-T4 u sBiseTcs mokasaHueM K Ha3HAYCHUIO KOMOMHHUPO-
BaHHO# Teparmu L-T4 + L-T3 (Evidence-Based Use of Levothyroxine/Liothyronine
Combinations in Treating Hypothyroidism: A Consensus Document, ETA 2021).
Beisnennsiii renorun T/C Bapuanta ¢.274A>G rena DIO2 cBsi3aH ¢ HOBBIIEHHBIM
PHCKOM pa3BUTHS TUIOTHPEO3A.

TSHR (c.2181G>C) I'er TSHR xommpyet OenkoBblif perienitop TupeoTporHoro ropmona (TTI). Dtot pe-
LIENTOP, CBA3aHHBIN ¢ G-OeJIKOM aKTHBUPYET KacKaja peakiui, Peryaupyromux pas-
BUTHE, POCT M (YHKLMH IIUTOBHUHOM xene3bl. Bapuant G ¢.2181G>C rena TSHR
CBsI3aH C IIOBBIIICHHOW aKTUBHOCTBIO PELENTOpa, B pe3yJbTare Yero MpPOUCXOTHUT
yCHJIEHHas! BBIPaOOTKAa TUPEOUIHBIX TOPMOHOB U MOXKET Pa3BUBATHCS THPEOTOKCH-
KO3, 4TO MPHUBOAUT K TonaBieHuio Beipabotku TTT rumodusom. BeisBneHHBIH Te-
Hotun C/C Bapmanrta ¢.2181G>C rema TSHR cBs3aH co cpemaHEeNOMyIAIHOHHBIM
puckoMm cHukeHusa ypoBHsa TTI, cpeqHenonynsiiiMOHHBIM PUCKOM Pa3BUTUSA THIIOTH-
peosa.
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0352A>G) I'er TSHR xomupyer petienrrop TTIT (THpeoTpomHOTO TOpPMOHA) W SBIACTCS YHH-
KaJbHBIM T€HOM MPEeAPacIooKEHHOCTH, TOCKOIBKY OH KOIUPYeT OeNOK, KOTOPBIH
OZIHOBPEMEHHO OTBEYAET 33 KIMHUYECKUE MTPOsIBJICHUE 3a00JICBaHUs U SBIISETCS MPsi-
MO MHIIEHBIO ayTOMMMYHHOTO OTBeTa Ipu Oone3nu [peiiBca. Dtot penentop, cBs-
3aHHBIH ¢ G-0eIKOM, WrpaeT HEHTPAIBHYI0 PONIb B PETYILIIUN PAa3BUTHS, POCTa U
(hyHKIMH mUTOBUIHON kene3sl. Bapuant c.170+10352A>G rena TSHR cBsizan co
CHW)XEHHOM dKcmpeccueid momHopasmeproit MPHK TSHR, uTo MoXeT BIHATH Ha JKC-
MPECCHI0 TeHa M MOCTTPAHCIIIUOHHBIE Tporecchl. CTPYKTYpHO U (YHKIIMOHAIBEHO
n3MeHeHHbIe u30dopmsel penentopa TTIT cTaHOBATCS MMMYHOMHMIIICHBIO Y MAIlUCH-
TOB C TCHETUYECKOU MPEAPaCIIOIOKECHHOCTEIO K Oone3Hu 'peitBca. BEIsBICHHEIH re-
Hotun A/A BapuanTa c.170+10352A>G rena TSHR cBsi3aH ¢ TIOBBIIICHHBIM PHCKOM
pa3BuTHA 3200J€BaHNI MHUTOBUAHOM JKEIE3HI.

PTPN22 (NC_000001.11:  Ten PTPN22 komupyet Oenok Lyp — Tupo3uHOByI0 (hocdarazy JTUMQOIUTOB, B3a-

2.113834946A>G; c.1858C>T) MMOJICHCTBYIOUIYIO C CUTHAJIBHON MOJIEKYJION LUTOIIa3MaTudeckoi c-Src THPO3UH-
kuHa3bl. PTPN22 reH-kanauIaT npeapacnoiaokeHHOCTH K Pa3IMYHbIM ayTOUMMYH-
HBIM 3a00JIeBaHUAM (ayTOMMMYHHBII THpeonauTt, Oone3Hs [pefiBca, caxapHbIi nua-
Oer 1 Tuma, peBMaTOWAHBINA apTPUT U Jp.), BCIAEACTBHE HECIIOCOOHOCTH JETIETHPO-
BaTh ayTOpPEaKTUBHBIE T-KJIETKU U CHIKEHUs aKTUBHOCTU T-cymnpeccopoB. Bapuant
¢.1858C>T rena PTPN22 noBslaeT KaTaTUTUYECKYIO0 aKTUBHOCTh Lyp U yBenuuu-
BAacT OTPULATENBHYIO PETYISIMIO aKTUBauH T-1uMpOIUTOB. BEIsBICHHBIN reHOTHIT
A/A Bapmanrta c.1858C>T rena PTPN22 cBsi3aH ¢ MOBBIIIEHHBIM PHUCKOM Pa3BUTHUS
3a00JIeBaHUI IIIUTOBHUIHON JKEJE3EI.

I'en DIO1 Voaruponun aeiionnuaza 1 Tuma

@Dynkuusa reHa Ten DIO1 koxupyer 0elok, NpHHAICKANINA K CEMEHCTBY HOATUPOHUHOBBIX jaeiionnHa3. OH KaTaau3UpyeT aKTHBALIHIO,
a TaKKe MHAKTHBAIMIO TOPMOHA IUTOBUJIHOM JKeJIe3bl ITyTeM AEHOHM3AlUHM HAapy>KHOTO M BHYTPEHHETrO KOJIbIIA COOT-
BETCTBEHHO. Peaknus akTHBAILlMK 3aKII0YaeTCs B MpeoOpa3oBaHNH THPOKCHHA mporopMoHa (3,5,3°,5’-TerpalionTupoHnHa,
T4), cekpeTHpyeMoro NMIMTOBUAHON JKele30i, B OHOAKTHBHBIA THPEOUAHBINA ropMmoH (3,5,3’-tpuiiontuponun, T3) yepes
5’-nepnomuHanMIo. DTOT OeNoK obecreunBaeT OONBIIYI0 YacTh HUPKyIHupyromero T3, KOTOpBIH HEOOXOMUM JUI poCTa,
muddepeHIPOBKA U 0a3aJbHOT0 MeTaboMU3Ma MO3BOHOYHBIX. JTOT OENOK SIBISAETCS CEICHONPOTEHHOM, COAEpIKaIliM
PEAKYI0 aMHHOKHCIIOTY CEJIEHOLMCTEHH (Sec) B ero akTHBHOM LIEHTPE.

Ien DIO2 Honruponus neifonunasa 2 THIa
@®yHkumsa reia  [en DIO2 xomupyet 6enoK, IpUHAIICKAIINN K CEMEHCTBY HOATHPOHHH neiioxnHa3. DIO2 sxcnpeccupyeTcs B TKaHSX IH-
TOBUIHOH jKele3bl, IIaleHTsl, runodu3a u Mo3ra. OH Katanu3upyeT npeobpa3oBaHie TUPOKCHHA mporopmona (3,5,3°,5°-
TeTpalionTupoHnHa, T4) B OMOAKTHBHBIH TOPMOH IIMTOBHIHOH xeinessl (3,5,3’-rpuitonruponnH, T3) myTeMm BHeIIHero 5°-
UOAUPOBaHUs Kosbla. CUIUTAETCs, YTO OH OTBEYAET 32 "MecTHOe  Hpou3BoACcTBO T3, 1, TakuM 00pa3oM, UTpaeT BaKHYIO
poJIb BO BIMSHUHU Ha JEHCTBHE TOPMOHA IIMTOBUAHON JKeNe3bl B 3THX TKaHAX. DTOT OENOK SBISAETCS CENEHONPOTEHHOM,
coziep KaIiM PEIKYI0 aMUHOKHCIIOTY CEeJICHOIMCTENH (Sec) B ero aKTHBHOM LICHTE.

T'en FOXE1 ®akrop TpaHCKpHIILIUU IUTOBUIHOM Kee3bl, 2
@®ynkuusa reia  I'en FOXE] xomupyer creunduaeckuii Al IUTOBHAHOM XKele3bl (paKTop TPAHCKPHUIILNH, BBIIOIHSIONNI MHOTOYHCIICH-
Hble (DYHKIUH — SMOPHOHAJIBHOE Pa3BUTHE OPTaHOB, POCT U pa3MHOXKEHHE KJIETOK, aHTHOTeHE3, OITyXOJIEBYIO TpaHchopma-
IIUIO KJICTOK. ['eH pacnonoxeH Ha [JUIMHHOM Iuiede 9 XpoMocoMsl B pernoHe 9q22.33. CocTOHT U3 OHOTO 9K30HA, HHTPOHOB
HE UMeeT U KOOUpyeT OesoK coCToAmMi u3 373 aMHHOKHUCIIOT.
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CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

eH MCT10 (SLC16A10) Tpancnoprep MOHOKapGOHOBOH KuciaoThl 10 Trr, CeMeiicTBO HOCUTENCH PACTBOPEHHBIX BELIECTB
16, unen 10
®ynkuusa reda  Ten SLC16A10 (MCT10) pacionoxkeH Ha JUIMHHOM IIeue 6 XpOMOCOMBI B perHoHe 6q21, COCTOUT HX 6 SK30HOB U KOIHPY-
et 6etox MCT10, cocrosmuii u3 515 amuHOKHCHOT. ['en SLC16A10 xomupyeT Oeok nepeHocunK MoHOKapOokcuinaTos 10
(MCT10), oTHOCSIMIICA K cCeMEHCTBY IEPEHOCYNKOB pacTBOPeHHBIX BemecTB 16, wien 10 (SLC16A10). benox npuanma-
eT ydactue B Na(+)-He3aBHCHMOM TpPaHCIIOpTe TpUnTodaHa, THpo3uHa, Genmnanannia u L-JJODA, a Takke THPEOUIHBIX
TOPMOHOB 4epe3 KIeTOIHYI0 MeMOpaHy. JlaHHBIH OeIOK SKCIPECCHPYETCS BO MHOTHX TKAHSIX U OpraHax (KUIIEYHHK, I0YKH,
MeYeHb, CEP/lle, CKETIETHBIE MBIIIIB, [UIAEHTa), IOMHIMO MEPEHOCa aMUHOKHCIIOT JaHHBIH OENOK aKTMBHO TPaHCHOPTH-
pYeT THpEOouIHbIE TOPMOHBI B 00€ CTOPOHBI - KaK B KJIETKY, TaK ¥ M3 KIIETKH.

T'en PDES8B d®ocponuscrepasza 8B
®yukuusa reia  en PDESB romupyer depment pochommdcrepasy 8B (OAI8B). BID8B 0THOCHTCS K KIACCy LUKIMISCKAX HYKICOTH-
HbIX ochoaudcTepas, koTopas oTiemIsseT GochopHbIe OCTATKU OT LUKIMYeCKUX HAM®, TeM caMbIM €ro HHaKTUBHPYSI.
HAM® HeoOxomum st nepenadn curHaia ¢ penenropa TTI k kackamaMm GepMEHTOB CHHTE3UPYIOIINX THPEOUIHBIE TOP-
MoHEL. Takum o6pazom, ®ID8B sBiseTcs MOTYTATOPOM (YHKINH IIUTOBUIHO JKEJIC3bI.

I'en PTPN22 IIporenn-tuposundocharasa, HepenenTopHbii Tan 22 (mumbouaHas)

@®ynkuus rena  [en PTPN22 komupyet GelloK, SIBISIOMMICS crienududeckoi TuMponIHO# BHYTPUKIETOUHON (ocdarasoit, koTopas acco-
OUHPYeTCsl ¢ MOJNEKYIApHBIM OenkoM-agantepoM CBL (CBL proto-oncogene, E3 ubiquitin protein ligase) u MoxeT OBITH
3azeiictBoBaHa B perynupoBannd CBL- ¢yHkuuii B mpouecce nepepaun curxaioB T-xinetounsiMu penentopamu (TCR)
- JNeHCTByeT Kak HeraTuBHBINH perynsrop. [edochopummpyer u unakrusupyer cemeiictBo SRC-xuna3 (Proto-oncogene
tyrosine-protein kinase SRC). C mytamusimu B reae PTPN22 mMoxeT OBITH CBS3aH psiZl ayTOMMMYHHBIX 3a00JICBaHUI, BKITIO-
yaromuii B ceOs auaber | Tuma, peBMaTOMIHBIA apTPHUT, CUCTEMHYIO KPacCHYIO BOJIYAHKY, ayTOMMMYHHbIC 3a00JIeBaHMs
IIUTOBUIHOM >KeJIe3bl.

Ten TPO Tlepokcuaasa MHUTOBUIHON JKeIE3bI

®ynkuusa reia  I'en TPO xomupyer Genok tupeonanyio mepokcunasy (TIIO). I'en TPO pacronoxkeH Ha KOPOTKOM IUIeYe 2 XPOMOCOMBI
2p25.3. Ten cocrout u3 17 3k30HOB U 16 MHTPOHOB, BKItoYaeT B cebs 3048 map ocHoBaHUWil u KoaupyeT Oenok u3 933
aMHHOKHCIIOT. C TeHa BO3MOXKEH CHHTE3 HECKOJIbKMX BapHAaHTOB OelKa 3a CUeT albTepHATUBHOTO cIulaiicuara. [lomHoneH-
HOH ¢dyHkumeit obmamaer TIIO-1. TIIO karanusupyer 2 SH3UMAaTHYCCKHE PEaKUUH - HOTUPOBAHHE OCTATKOB THPO3HMHA U
tupeornoOynuHa (TI') 1 okuciauTEIBHOE CBA3BIBAHHE MOHO- M JMHONTHPO3MHOB ¢ oOpasoBanueM T4 u T3, CBsI3aHHEIX
TI. IIpomecc MpOMCXOAUT B OOJNACTH aNHMKaIBHOTO MONIOCA THPOLHMTOB, KOTOPBIH OOpamieH K MPOCBETy (OIUIHKYNA, Tae
HOMHUMO 3TOTO JIOKAJIM3YIOTCS M JIpyrue (epMeHTbl, BOBJICYEHHbIE B OMOCHHTE3 THPEOMIHBIX IOPMOHOB. J[is peakuuu
HEOOXOJMMBI HOJI, epeKuch Bomopona u TT.

Ten TSHR Ten penentopa THPEOTPOIHOTO TOPMOHA
®yukuusa reia  I'en TSHR kommpyer GenmkoBsiii penentop tupeorponHoro ropmona (TTT). Ten pacmonoxen Ha [UIMHHOM Iuiede 14 xpo-
Mocombl 14q31.1. Ten Bkirouaer B ceOs 13 SK30HOB M BKJIFOYACT B ceOs 764 aMHHOKHCIIOTHL Perientop pacmonoxeH Ha
MOBEPXHOCTH (DOJUTMKYISAPHBIX KICTOK IIUTOBHAHOI xene3bl. [1pu npucoenunennn TTI k penentopy yepe3 Gs-6emnok ax-
TUBUPYETCS aICHUIATIIMKIIA3a U 3aIlyCKACTCsl KaCKajl PEaKIMil, KOTOpble CTUMYIIUPYIOT BBIPaOOTKY THPEOUIHBIX TOPMOHOB.
JledexThl 5TOro reHa SBISIOTCS NPUYNHON HECKOIBKUX THIOB TUIIOTHPEO3a.

Hara: Bpau-reHeTuk : Moanuce:
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