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I'en HaumeHnoBanue rena Bapuant I'enorun Buosornyeckas gpynkuus

MCT10 Tpancnoprep MoHOKkapOoHOBOH | ¢.943-1350T>C T/T Hopmansnsiii Tpancmopt T3 u

(SLC16A10) xucnmorer 10 Tum, CemeiicTBO T4
HOCHUTEJIE pPacTBOPEHHBIX Be-
mectB 16, wien 10

DIO1 Wonruponun neiionuuasza 1 tu- | ¢.*29C>T C/T \l/ CHUXeHHE aKTUBHOCTH (dep-
mna MEHTa

DIO1 Wontuponun aeitonunasa 1 tu- | ¢.682-34C>A C/C HopmanbHast akTuBHOCTE (hep-
mna MEHTa

DIO1 Wonruponun nerioguuasa 1 tu- | ¢.*1058A>G A/A HopmanbHast akTuBHOCTE (hep-
mna MEHTa

DIO2 Wonruponun neiiogunasza 2 tu- | ¢.-143G>A/T; ORFa- | A/A /]\ [NoBbiienue akTuBHOCTH (ep-
na Gly3Asp MEHTa

DIO2 Wontuponun aeitonunasa 2 tu- | g.80203237T>C,; T/T HopmanbHast akTuBHOCTE (hep-
na c.274A>G; p.Thr92Ala MEHTa
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Hay4yHo-nabopaTopHbIN KOMMEKC

3akJjioue

MCT10 (SLC16A10) (c.943-1350T>C) T'en MCTI10 xomgupyeT TpaHCHOpPTEP apOMAaTHYECKUX aMHUHOKHCIOT T-tuma, u3-
BECTHBII KaK MEPEHOCUYHK apOMaTHYEeCKHX aMHHOKHCIOT cemeiictBa 16, wien 10
(SLC16A10). MCT10 obecneunBaror Na (+)-HE3aBUCHMBIA TPAHCIOPT apoMaTHde-
CKUX aMUHOKHCJIOT, a TaKk)Ke TOPMOHOB IIUTOBHJHOM Kene3bl depe3 IUla3zMaTHye-
ckyro MemOpany. Bapuant ¢.943-1350T>C rena MCT10 MoxeT 3aMemIsiTh TPaHC-
MOPT FOPMOHOB LITUTOBUTHOH XKEJIe3bl B MO3T, B PE3YJIBTaTe YETO MIPOUCXOIUT X CHH-
sxenne. Bapuant ¢.943-1350T>C rena MCT10 takke ABIseTCS MapKEPOM ILIIOXOTO
oTBeTa Ha MoHoTepanuio L-T4 u sBiseTcsa nmoka3aHHEM K Ha3HAYCHUIO KOMOMHUPO-
BaHHO# Teparuu L-T4 + L-T3 (Evidence-Based Use of Levothyroxine/Liothyronine
Combinations in Treating Hypothyroidism: A Consensus Document, ETA 2021).
Beusienennstit renorun T/T Bapuanta ¢.943-1350T>C rena MCT10 ne cBsizaH ¢ 110-
BBILIEHHBIM PHCKOM Pa3BUTHS THIIOTHPEO3a.

DIOL1 (¢.*29C>T) T'en DIO1 xoampyer Oenok, MpUHAIISKANUN K CEMEHCTBY HOATHPOHHHOBBIX Je-
nonnHas. OH KaTalu3upyeT aKTHUBALUIO, a TAKKe WHAKTHBAIMIO TOPMOHA IIIUTOBU-
HOM JKeJle3bl IyTeM JIeHOJUPOBAHUS HAapYXXKHOTO M BHYTPEHHEro KOJbIAa COOTBET-
CTBEHHO. Peakiusi akTHBanny 3aKiII04aeTcsi B IpeoOpa3oBaHUM IIPOrOPMOHA THPOK-
cuna (T4), cekpeTupyeMoro mMUTOBUIHOM KeJe30i, B OMOAKTHBHBIA TOPMOH IIIHTO-
BUAHOM xkene3sl TpuitoaTupoHuH (T3). T3 — ropMOH MHUTOBHUIHON Kene3bl, 6Hoo-
rHYecKasi akTHBHOCTb KOTOPOTO B 3-5 pa3 IpeBbIIIacT aKTUBHOCTb THPOKCcHHA. Heko-
TOPOE KOJIMYECTBO TPUHOATHPOHMHA CUHTE3UPYETCS B IIUTOBUIHOMN KEJe3e, OHAKO
B OCHOBHOM OH 00OpasyeTcs Ipu AeHOANPOBaHNH THPOKCHHA B NIEYEHH U Nepudepu-
yeckux TKaHsixX. Bapuant ¢.*29C>T rena DIO1 cBsizaH co CHMKEHHEM SKCIIPECCHH
TeHa U, CJIEeJOBATeIbHO, CO CHIDKEHHON (QyHKIMEH AeloqmHasbl 1, 9TO MPUBOAMT K
YMEHBIIICHUIO COOTHOIIEHHsI CBOOOMHBIX T3/T4 u cBoGomHoro T3 W MOBBIICHHON
KOHIIEHTpanuy cBoboaHoro terpaiioaruponuna (fT4) u peBepcUBHOTO TPHHOATUPO-
HuHa (rT3) B mnasme. BoisBnennsii reHotun C/T Bapuanta ¢.*29C>T rena DIO1
CBSI3aH C MOBBIIIEHHBIM PHCKOM Pa3BUTHUS THIIOTHPEO3a.

DIOI1 (c.682-34C>A) T'er DIO1 xomupyer 6enok, MpUHAUICKANTNA K CEMEHCTBY HOATHPOHMHOBHIX [Ie-
nonnHa3. OH Karajlu3upyeT aKTHUBAIUIO, a TAKKe WHAKTHBAIMIO TOPMOHA IIIUTOBU-
HOM JKeJle3bl IyTeM JIeHOJUPOBAHUS HAapyXXKHOTO M BHYTPEHHEro KOJbIAa COOTBET-
CTBEHHO. Peakius akTHBanny 3aKI04aeTcsl B IpeoOpa3oBaHUM IIPOrOPMOHA THPOK-
cuna (T4), cekpeTnpyemMoro mMUTOBUIHOM kKeJe30i, B OMOAKTHBHBIA TOPMOH IIHTO-
BUAHOI xemne3sl TpuiionTuporuH (T3). T3 — ropMOH MHUTOBUIHOM KeTe3bl, ONOIOTH-
yecKasi akKTHBHOCTb KOTOPOTO B 3-5 pa3 MpeBbIIIacT akTUBHOCTh TUPOKCHHA. HekoTo-
pOe KOJIMYECTBO TPUHOATHPOHWHA CHHTE3UPYETCsI B IIIMTOBHU/IHOM JKeJie3e, OTHAKO B
OCHOBHOM OH 00pa3yeTcst IpH AeHOANPOBaHIH THPOKCHHA B IIEUCHHU U Nepudepuye-
ckux TKaHsAX. Bapuanrt ¢.682-34C>A rena DIOI cBs3aH co CHHUKEHHEM DKCIIPECCHU
TeHa U, CJIECOBATeIbHO, CO CHIDKEHHON (QyHKIMEH AeloqmHasbl 1, 9TO MPUBOAMT K
YMEHBIIICHUIO COOTHOIIEHMsI CBOOOMHBIX T3/T4 u cBoGomHOoro T3 W MOBBIICHHON
KOHIIEHTpanuy cBoboaHoro terpaiioaruponuna (fT4) u peBepcHBHOTO TPHHOATUPO-
HuHa (rT3) B mna3me. Boisnennstit renotun C/C Bapuanra c.*29C>T rena DIO1 e
CBSI3aH C MOBBIIIEHHBIM PHCKOM Pa3BUTHUS THIIOTHPEO3a.
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T'er DIO1 xomupyer Oenok, MpHUHAUICKANTHNA K CEMEHCTBY HOATHPOHMHOBHIX JIe-
noauHa3. OH KaTaIM3UpyeT aKTHBAIMIO, & TAK)KEe MHAKTHBAIIUIO TOPMOHA TIIUTOBHU/I-
HOM JKele3bl MyTeM AeHOMUPOBaHUS HAPY)KHOTO M BHYTPEHHETO KOJIbIA COOTBET-
CTBCHHO. Peakiiysi akTHBaI[UK 3aKJII0YaeTCs B MPeoOpa30oBaHUK MPOTOPMOHA THPOK-
cuna (T4), cexperupyeMoro IUTOBUIHOW keae30d, B OMOAKTUBHBINH TOPMOH IIH-
TOBHIHOH sxene3bl TpuitonTiuponuH (T3). T3 — ropMOH MHUTOBUAHON XKene3bl, OHo-
JIOTHYEeCKasi aKTUBHOCTh KOTOPOTO B 3-5 pa3 MpeBHIIACT aKTUBHOCTH THPOKCHHA.
Hekoropoe koinuuecTBO TPUHOATUPOHUHA CUHTE3UPYETCs B LIUTOBUIHOM XKellese,
OJTHAKO B OCHOBHOM OH 00pa3yercs MpH JCHOTUPOBAHWUN TUPOKCHHA B TCUCHH U
nepudepnuecknx Tkanax. Bapuanrt ¢.*1058A>G rena DIO1 cBsi3aH ¢ NoOBBIIEHH-
€M JKCIIPECCHU TeHa W, CICAOBATENbHO, C MOBHIICHHON (QyHKIMEH AeioquHassl 1,
YTO TIPUBOIUT K YBEIMUYCHHIO COOTHOMIEHUs cBoOOmHBIX T3/T4 u cBobGomuoro T3 1
MMOHMKEHHOH KOHIIEHTpaIuu cBo0oaHOrO Terpaioaruponuna (fT4) u peBepcuBHOTO
tpuiionruponuHa (rT3) B ruiazme. Beiseiennsli renotun A/A BapuanTa c.*1058A>
G rena DIO1 cBsizaH co cpeHENONMYISIHMOHHBIM PUCKOM Pa3BUTHS TUIIOTUPEO3A.

DIO2 (c.-143G>A/T; ORFa-Gly3Asp) T'er DIO2 xomupyeT 0emoK, MpUHAAISKAIINAN K CEMEHCTBY HONTHPOHUH ICHOIMHA3.
DIO2 skcnpeccupyeTcs B TKaHAX IIUTOBUIHOM *KeJle3bl, IIaeHTHI, THo(gu3a 1 Mo3-
ra. OH Karanu3upyeT IpeBpalleHue MporopMoHa THpokcuHa (T4) B 6GMOAKTHBHBIN
TOPMOH IIUTOBUIHOMN Jkene3sl - TpudoaruponuH (T3) 3a cuer 5’-geliopnpoBaHus
BHewHero kojibla. Cunraercs, uro DIO2 orBevaer 3a *MecTHOE’ MpPOU3BOACTBO T3,
U, TaKUM 00pa3oM, UTPAET BaXKHYIO POJIb BO BIMSHHUM HA JEHCTBHE TOPMOHA IIUTO-
BHUIHOM ele3bl B 3THX TKaHAX. Hapymenus B reae DIO2 BenyT k Tak Ha3pIBaeMOMY
’CKPBITOMY THIIOTHPEO3Y’, KOTOPBIH MOXHO AMAarHOCTHPOBATh IO KOCBEHHBIM IIpPH-
3HakaM. Hapymenus B rene DIO2 cBsi3aHBI ¢ pUCKOM IIJIOXOTO OTBETA Ha JEKapCTBa
JUI IIMTOBUIHOM ENe3bl, pUCKOM Pa3BUTHUS OXHUPEHUS M PE3UCTEHTHOCTH K WH-
CYIIHHY, PUCKOM HapyIICHHUsS Pa3BUTHs KOTHUTHBHBIX (YHKIHH, PUCKOM pPa3BUTHSA
0oCTeoapTpo3a u oumossspHoro pacctpoiictBa. Bapuant c.-143G> T rena DIO2 acco-
IIUMPOBAH C MTOBBIIIEHHEM IKCIIPECCUHU T€HA U, CIIeJOBATEIIHHO, CO CHIDKEHHEM yPOB-
Hs1 T4, cBobonHoro T4 (fT4), pesepcuBHoro TpuiioaTuponnta (r1T3) u noseieHueM
coorHowennst T3/T4 B mna3me. BoisBnennsiii reHotun A/A Bapuanra c.-143G>A/T
reHa DIO2 cBsi3aH ¢ MOHM)KEHHBIM PUCKOM Pa3BUTHS THIIOTHPEO3A.

DIO2  (g.80203237T>C; ¢.274A>G; Ten DIO2 xomupyeT 6enok, mpuHAUIEKANNN K CEMEHCTBY HOATUPOHUH JICHOANHA3.

p-Thr92Ala) DIO2 skcnpeccupyeTcs B TKaHAX IIUTOBUIHOMN XKeJIe3bl, TUIaleHThl, Tunodu3a 1 Mo3-
ra. OH Karajnu3upyeT npeBpaiieHue nporopmMona tupokcuHa (T4) B OMOaKTHBHBIH
TOPMOH IIMTOBHIHOHN jkene3bl - TpuiontupoHuH (T3) 3a cuer 5’-meifomupoBaHus
BHelIHero koibla. Cunraercs, uro DIO2 orBevaer 3a *MecTHOE’ POU3BOACTBO T3,
U, TaKUM 00pa3oM, UTPaeT BaXKHYIO POJIb BO BIMSHHUM HA JEHCTBHE TOPMOHA IIIUTO-
BUHOI elne3bl B 3TUX TKaHAX. Hapymenus B rene DIO2 BeqyT k Tak Ha3bIBAEMOMY
’CKPBITOMY THIIOTHPEO3Y , KOTOPBI MOXHO AMAarHOCTHPOBATh IO KOCBEHHBIM INpH-
3HakaM. Bapuant ¢.274A>G rena DIO2 accouumnpoBaH cO CHUXKEHUEM IKCIIPECCHU
TCHa, CHIDKCHHEM ypoBHS KoHBepTauuu T4 B T3 (MOBBIIICHHEIH YpoBeHb T4, TIOHH-
JKeHHBI ypoBeHb T3, cHmkeHHOe cooTHomeHne 13/T4) B TkaHAX. AcCOUMMPOBaH
C PUCKOM Pa3BUTHSA OXHUPECHHSA M PE3UCTEHTHOCTH K MHCYIMHY, PUCKOM HapyIICHUS
Pa3BUTHsI KOTHUTHBHBIX (DYHKIUI, PUCKOM Pa3BUTHUSI OCTE0APTPO3a U OUITOISPHOTO
pacctpoiictBa. Bapuant ¢.274A>G rena DIO2 Takxe sBISIeTCS MapKepOM IJI0XOTO
orBeTa Ha MoHoTepanuio L-T4 u sBiseTcs mokasaHHeM K Ha3HAYCHUIO KOMOMHUPO-
BaHHO# Teparnu L-T4 + L-T3 (Evidence-Based Use of Levothyroxine/Liothyronine
Combinations in Treating Hypothyroidism: A Consensus Document, ETA 2021).
BeisiBnennsiii renorun T/T BapuanTa ¢.274A>G rena DIO2 He cBsi3aH C MOBBIILICH-
HBIM PHCKOM Pa3BUTHS TUIOTHPEO3A.
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el DIO1 Vogruponnn nefiomunasa 1 tuma

@Oynkuusa reHa Ten DIO1 xoxupyer 0enok, NpUHAAICKANINA K CEMEHCTBY HOATHPOHUHOBBIX jeionnHa3. OH Karaau3UpyeT aKTHBAIIHIO,
a TaKKe MHAKTHBAIMIO TOPMOHA IUTOBUJIHOM KeJIe3bl ITyTeM AEHOHM3AIUHM HAapy>KHOTO M BHYTPEHHETrO KOJIbIIA COOT-
BETCTBEHHO. Peaknus akTHBAILlMK 3aKII0YaeTCs B MpeoOpa3oBaHNH THPOKCHHA mporopMoHa (3,5,3°,5’-TeTpalioaTupoHnHa,
T4), cexpeTupyeMoro IIUTOBUIHOM jkene30i, B OHOaKTHBHBIN THpEOUIHbIH ropMoH (3,5,3’-TpuitonTuponusn, T3) uepes
5’-nepnomuHanMI0. DTOT OeNoK obecreunBaeT OONBIIYI0 YacTh HUPKyIHupyromero T3, KOTOpBIA HEOOXOAUM Ul poCTa,
muddepeHIPOBKA U 0a3aJbHOTO0 MeTaboMU3Ma MO3BOHOYHBIX. DTOT OENOK SIBISETCS CEICHONPOTEHHOM, COAEPIKaIliM
PEAKYI0 aMHHOKHCIIOTY CEJIEHOLMCTEHH (Sec) B ero akTHBHOM LIEHTPE.

Ien DIO2 Honruponus neitonunasa 2 THIa
@®ynkuusa reia  en DIO2 xomupyet 6enoK, IpUHAIICKAIIHN K CEMEHCTBY HOATHPOHHH neiioxnHa3. DIO2 skcnpeccupyeTcs B TKaHSX Iy~
TOBUIHOM jKele3bl, IIaleHTsl, runodu3a u Mo3ra. OH Katanu3upyeT npeobpa3oBaHie TUPOKCHHA mporopmona (3,5,3°,5°-
TeTpalionTupoHuHa, T4) B OMOAKTHBHBIH FOPMOH HIMTOBHIHOM xkeinessl (3,5,3’-rpuitonruponnH, T3) myTem BHemHero 5°-
JUOANPOBaHUs Koybla. CUUTAETCs, YTO OH OTBEYAET 32 “MecTHOe  mpou3BoAcTBO T3, U, TakuM 00pa3oM, UTpaeT BaXKHYIO
pOJIb BO BJIMSHHUM Ha JefiCTBUE TOPMOHA IIMTOBUIHOI JKele3bl B 9TUX TKaHAX. DTOT OENIOK SBISETCS CEJICHOIPOTCHHOM,
COJIEPXKAIUM PEIKYI0 aMHHOKHCIIOTY CEJICHOLUCTEHH (Sec) B €ro akTHBHOM LIEHTE.

I'en MCT10 (SLC16A10) Tpaucnoprep MoHOKapGoHOBOU Kuca0Thl 10 Trm, CeMeiicTBO HOCUTENEH PACTBOPEHHBIX BELIECTB
16, unen 10
@Oynkuusa reHa Ten SLC16A10 (MCT10) pacmonokeH Ha JUIMHHOM IIeue 6 XpOMOCOMBI B perHoHe 6q21, COCTOMT HX 6 SK30HOB U KOIHPY-
et 6erox MCT10, cocrostmuii u3 515 amuHokucnor. 'en SLC16A10 xoxupyer Oestok nepeHoCunK MoHOKapOokcuiaTos 10
(MCT10), oTHOCSIIHICA K CEMEHCTBY IIEPEHOCYNKOB pacTBOPEeHHBIX BemecTB 16, wieH 10 (SLC16A10). benok npuanMa-
eT ydactue B Na(+)-He3aBHCHMOM TpaHCIOpTe TpUnTodaHa, THPo3uHa, Gernnanannna u L-JJODA, a Takke THPESOUIHBIX
TOPMOHOB 4epe3 KIETOYHYI0 MeMOpaHy. JlaHHBIH GeI0OK SKCIPECCHPYETCs BO MHOTHX TKAaHSX U OpraHax (KUIIEYHHK, TOYKH,
MeYeHb, CEeplle, CKETIETHbIE MBIIIIB, [UIAIIEHTa), IIOMIMO MEepeHOCa aMUHOKHCIIOT JaHHBIH OENTOK aKTHBHO TPaHCHOPTH-
PYET THPEOUIHbIC TOPMOHBI B 00€ CTOPOHBI - KaK B KJIETKY, TaK H U3 KJICTKH.

Jara: Bpau-reserux : IMonnuce:
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