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Cunapom MEHMO (OMIM: 300148; ORPHA: 85282) — 3a00sieBanue, NposiBiIsioieecs Yamie BCero 3a1epKKoil HHTeIEKTyab-
HOTO PA3BMTHs, SMIIENCHENl, TMIOroHAIU3MOM, MUKponedanueii u oxupennem. [1aTonorus cBs3ana ¢ Myrauusmu B rene EIF2S3,
PACIIOJIOKEHHOM HA KOPOTKOM ILTede X-XPOMOCOMBI M PUBOIMT, KAK MPABIIO, K TSKEJIOi MHBAIMIN3AMA NANMEHTOB. B cTaThe
NPeICTABICHO KIMHMYECKOe HAQII0IeHHe TeYeHHs] JAHHON CHHAPOMAIBHOI MATOIONHH Y ABYX MAJBYMKOB-KY3€HOB ¢ MUKpoueda-
Jimeii, MaHn(ecTHpPoBaBINell KOMILIEKCOM NMATOreHeTHYECKH He CBA3AHHBIX JHAOKPUHONATHI (THIEPHHCYINHEMHYECKAS THIIOTIH-
KeMHsl, MHOKECTBEHHBII1 1euIUT ropMOHOB aieHOrnno(du3a) U CONPOBOKIABLICIHCS IPYObIMI HEBPOIOTHIECKMMH OTKIOHEHUSIMU
(anuiiencusi, CHACTUYECKHIi TeTpanape3, aTpodusi 3pUTEIbHbIX HePBOB). ONMUCAHDbI CIOKHOCTH JMATHOCTHYECKOrO Npouecca, o0y-
CJIOBJIEHHBIE, IIABHBIM 00PA30M PEIKOCTBIO JAHHOTO CHHIPOMA.
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MEHMO syndrome (OMIM: 300148; ORPHA: 85282) is a disease appears by mental retardation, epilepsy seizures, hypogo-
nadism, microcephaly, and obesity. Pathology is associated with mutations in the EIF2S3 gene located on the X chromosome and
leads usually to serious disability of patients. The article presents a clinical observation of the case of the syndrome in two male
cousins with microcephaly, manifested by a complex of endocrinopathies (hyperinsulinemic hypoglycemia, multiple adenohypophysis
hormone deficiency) and accompanied by severe neurological abnormalities (epilepsy, spastic tetraparesis, optic nerve atrophy).
The complexity of the diagnostic due to the rarity of this syndrome, is described.
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CO‘{CTaHHaH SHIOKPUHHAS MaToJorusl 6e3 oueBuU/l -
HOM DTUOJIOTUYECKON U TTaTOTEHETUYECKOU CBS3H,
MaHubeCTUpyoIasi ¢ MepBbIX JHEW KU3HU MallMeHTa,
KaK IIpaBUJIO, MMEET CHUHAPOMAJIbHOE IPOUCXOXKIE-
Hue. CBoeBpeMeHHasl BepuduKalus IuarHo3a B 3TOM
cllyyae MOXEeT UMEeTh 0c000€ 3HauYeHue KakK sl )KU3HU
nauveHTa, Tak M A Oyayuero ero cembu. OgHako
YyeM pexe BCTpedaeTcsl 3a0o0jieBaHME B KIMHUYECKOM
MPaKTUKE, TEM CJIOKHEE OpraHu3alvs TUarHoCcTu4de-
CKOrO TIpoliecca Kak B IIaHE BO3HUKHOBEHUS MOJO0-
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3peHUs, TaK M BO3MOXHOCTU J1abOpaTOPHOTO TIOA-
TBEPXKIECHUS MATOJOTHUH.

Cunapom MEHMO (OMIM: 300148; ORPHA: 85282;
MKB-10:Q 87.8) — 3abosieBaHue, MPOSBIISIONIEECS Yallle
BCETO 3aJeP>KKON MHTEJJIEKTYaJbHOTO pa3BUTHs (mental
retardation), amutericueit (epilepsy seizures), TMIOroHa-
nu3MoM (hypogonadism), Mukpouedanueir (microceph-
aly) u oxupeHueM (obesity) [1, 2]. Tlatonorusi cBsizaHa
¢ mytanusimu B reHe ETF2S3, pacrionokeHHOM Ha KOpOT-
koM ruieye X-xpomocoMmbl (Xp22.11). IlepBoe omnucaHue
MalMEeHTOB ¢ (PEHOTUIIOM CHHIpoMa ciaeiaaHo B 1985r;
aBTOPBI, TIPEJICTAaBUB MCTOPHUIO OOJIE3HU IBYX MaJTbYMKOB
M3 OJHOW CeMbU C BPOXKIECHHOW ruaponedanmneii, onam-
ropeHneit, 3aIepKKOi pocta, THIIOTOHATU3MOM U OXKM-
peHMEM, BBICKA3aJU TIPEAITOIoXeHe 00 X-CIEeIJICHHOM
peliecCMBHOM HacienoBaHuu natojoruu [3]. B 1989
B CBSI3U C HEBO3MOXHOCTBIO COOTHECTH JAHHBIA CUMII-
TOMOKOMIUTEKC  (TTOCTHaTaJibHasl — 3afepXXKa  pocTa
W WHTEJICKTYaIbHOTO pa3BUTUS Ha (OHE BBIpaKeH-
HOIl MuKpoledaaud, paHO MaHUMECTUPYIOIIee OXU-
peHue, THUIOTOHAIU3M U «aMdOPOITOIOOHOE» JIUIIO)
HU C OINHWM W3 BapyaHTOB OIMMCAHHBIX paHee 3aboie-
BaHWI C TMOJTOOHBIM TUTIOM HACJEMOBaHUS TPEIIOKEHO
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BBIZEIeHre HoBoro cuHapoMma [4]. B 1998 1. R. Steinmuller
n coaBT. [5], mpoaHaaM3UpoBaB 3 TIOKOJICHUS] CEMbH,
NMEIoNIEH 5 MaTbYMKOB C MMOJOOHBIM (DEHOTUITOM, TIpEeI-
JIOXKWJIM B KaueCTBe Ha3BaHUs JAaHHOTO CUHApPOMAa aKpo-
HuM MEHMO u cBsizanu ero pasButue ¢ MyTalMsIMU
B Jokyce Xp22.13-p21. [lo3nHee npuMeHEHUE MeTojaa
5K30MHOTO CEKBEHMPOBAHUS B MATH HE CBSI3AHHBIX APYT
C IPYTOM CEeMbSIX YTBEPAWIO B KayecTBe MPUYMHBI JaH-
HOTO CMMIITOMOKOMITJIEKCA TIaTOTeHHbIe BapUaHThI TeHa
EIF2S3 (caBur paMKu CUMTHIBAHUSI WM MUCCEHC-MyTa-
LIMM) Ha KOPOTKOM Iieue X-Xpomocomel [6, 7]. EIF2S3
KOJUPYET y-CyObeMHUILy (PakTopa MHULIMALIMY TPAHCIISI-
unn — elF2 (elF2y), onHOro u3 KioueBbIX PEryasiTOpoB
aKTUBAllMY CUHTe3a Oenka y aykapuor [8]. [IpumeHeHue
MeTo/a TUOPUAN3ALINY N Situ TIPOIEMOHCTPUPOBAJIO IKC-
npeccuto EIF2S3 B OCTPOBKOBBIX KJIETKAX MOKETYI0Y-
HOM kene3bl 13-HemeapbHOTO TUIofa YesloBeKa, B TMIIO-
Tajamyce, kapmaHe Partke, miepenHeidt W 3amHeil JOJISAX
runodusa, a TakKe B KJIETKaX — MPeaIieCTBEHHIUKAX 311~
TeJIAS CIIM3UCTOI 000JI0YKM HOCA M CETYaTKH [9].

B HacTosimee BpeMsi ONMUMCAHO HEMHOTUM 0oJee
20 cmyyaeB cuHapoma MEHMO, pacnpoctpaHeH-
HOCTb TATOJIOTUM, corjacHo JaHHbIM Orphanet, MeHee
1 ma 1 000 000. @eHorun 3a00j1€BaHUST HEOIHOPOAEH,
CYIIECTBYET MHEHHE O HAIUYUU TeHOTUI-(PEeHOTUITU-
YEeCKOH KOppeNsiuuu: CIEeKTp HapylIeHU MpeacTaB-
JIEH TsOKeJIbIMU (opMaMU ¢ TIOJHBIM  KOMITJIEKCOM
OTKJIOHEHUI M TPYObIM HEBPOJOTMUYECKUM He(UITUTOM
MpY PeKYPPEHTHOM CIBUTE PAMKHM CYUTHIBAHUS M MEHee
TSOKETBIMA BapyUaHTaAaMU C W30JMPOBAHHBIMU CHMIITO-
MaMu, 3aJep>XKOW pedyeBOro pa3BUTHS Ha (OHE MMHC-
ceHc-myTaumii [1, 7]. Kpome HapyiieHUit, aHTTIOSI3bIYHbIC
Ha3BaHMS KOTOPBIX OTPaKeHbI B TEPMUHE, TIPU CUHIPOME
MEHMO onucaHbl AM3peryJisinyst YrjaeBoaHOro ooMeHa
OT HEeMMMYHHOTO caxapHOTo auabeTa ¢ paHHei MaHude-
cranueit (HeOHaTaJIbHOTO caxapHOro auabeTa) J0 TUre-
PUHCYTUHEMUYECKOW TUTIOTTMKEMUN, TUTTOTTUTYUTAPU3M
C Pa3IMYHBIM CITEKTPOM HAPYIIEHUST TPOITHBIX (DYHKIIUIA,
LIEHTPaJIbHBI HecaxXapHbIi ArabeT, TEPBUYHBIA TUITIO-
THUpeo3 Ha (oHE TUTMOTUIA3UM IIMTOBUIHON KeJe3bl,
BpPOXIEHHbBIE aHOMAJIMW Pa3BUTHS (pacliesIiHa BepXHei
ryobl 1 HeOa, nedeKThl MEXITPENCepAHON TIEPETOPOIKM),
HapylleHWe OoOMeHa XMPHBIX KHCJIOT W TIOBBILIECHHE
YPOBHSI ITEYEHOYHBIX TpaHcaMuHa3 [6, 7, 10—12]

B cBsA3M ¢ BBICOKOI BEpOSTHOCTBIO HAJTWYUS DHIO-
KPUHHOM MaTOJOTUU B CUMIITOMOKOMIUIEKCE CUHIPOMA
MEHMO 3HIOKPWUHOJIOT NOJKEH OBITH WIEHOM MEIU-
LIMHCKOM KOMAaHIbI, OTNPENessAIomeil TaKTUKY BeIeHUS
MalKeHTOB C JaHHOM TMaTOJIOTHEH.

Knunnyeckuii  cayyail. Marepuan  nyOaukyercst
C TIMCbMEHHOTO COTJIACUST POIUTEJICH MallueHTOB.

Ilayuenm 1. Poauicss B HepoACTBEHOM Opake
OT TIepBOii OEpeMEeHHOCTH, TEePBbIX POAOB, OepeMeH-
HOCTb TpoTeKasia Ha (OHe ABYXKPAaTHOTO pecriupaTop-
Horo 3ab6oneBanus B | u III Tpumecrtpax, poasl mytem
KecapeBa ceueHMs (ToKa3aHWe — aHATOMUYECKHU Y3KUIA
Ta3), Ha cpoke 38—39 Hen. Macca npu poxnernuu 3300 T,

nnvHa tena 50 cM. 3akpuyan cpasy, B poJgomMe Ha 2-e
CYTKU XM3HU BbISIBJIEHA TUTOTJIUKEMUST — 2 MMOJIb/JI.
B cBs131 ¢ 3TMIM Ha 7-1i IeHb XXKM3HU peOEHOK IepeBeleH
B OTIEJIeHWE TAaTOJOTMU HOBOPOXIEHHBIX PECITyOJn-
KaHCKOU OOJIbHUIIBI, TJI€ TOATBEPXKICHO HAIMYNE CTOM-
KOil TmepMaHeHTHOU runoraukeuun 1,1—2,7 MMoJb/m,
COTIPOBOXKAAIONICHCS CYIOPOXHBIMU TIapOKCU3MaMHU.
Hns momnepxaHUs SYTJIMKEMHUU PEOEHOK HYXKIaIcs
BO BHYTPMBEHHOM BBEIEHUM PAaCTBOPOB TJIIOKO3bI.
ManbyuK 0OCMOTpPeH SHIOKPUHOJIOTOM, 00palleHo BHU-
MaHuEe Ha OTCYTCTBME SIMU€K B MOIIOHKE Ha (oHe ee
TUTIONJIa3UM M TAaXOBOM TPbIKU, MKTEPUUHOCTb, OJiem-
HOCTb KOXHBIX ITOKPOBOB C BBIPa’XX€HHBIM MPaMOPHBIM
PUCYHKOM, Ha OCHOBaHWUW W3MEHEHMII B TUPEOUTHOM
npodune (tupeorponHblii TopMoH 3,7 MKME/min,
T4 cBoGonHBIN 9,92 MMOB/1) BepudunpoBaH BTOPUY-
HBIJ TUMOTUPEO3, Ha3HaueHa 3aMeCTUTEeJIbHAsi TOPMO-
HaJIbHasl Teparusl MmpernapaToM JICBOTUPOKCUHA HAaTPUS
B HavaJIbHOM 03¢ 12,5 MKT ¢ MOCieayoiuM noadopoM
0 25 MKT/CYT B CBSI3U C COXPaHSIONIEHCSI TUTTOTUPOK-
cuHemueii. KommeHcaiusi runotupeos3a He TO3BOJIMAIA
OTMEHUTH BHYTPUBEHHOE BBEJEHUE TJIIOKO3bl, HA (pOHE
rmukemMun 1,1 MMoOJIb/J1 UCKIIOYEH TUMOKOPTUIIM3M
(kopTuzon 574,5 HMOJb/N), AOKa3aH aKeTOTUYECKUi
TUTIEPUHCYJIMHEMUYECKUI XapaKTep HapylIeHUs yIie-
BOXHOTO OOMeHa (WHCYIMWH 6,45 MKEm/MJ, akeToHy-
pusi). B Bo3pacte 25 nHeit HavyaTa Tepamnusi 1Ma30KCH-
noM B no3ze 10 mr/kr/cyr. Ha dboHe Tepanuu oTMeHeHa
BHYTPUBEHHAsl MOTAILMs TJIOKO3bI, JOCTUTHYTHI IIeje-
Bble TlapameTpbl rimkemuu 4,7—5,7 mMoab/n. B mpo-
ecce oOCIeI0BaHUSI BBISIBICHO CHUXXEHME YPOBHS
WHCYJIMHOIOA00HOTO0 (hakTopa pocta (MeHee 15 Hr/mi),
npu taukemuu 1,1 MMOJIb/JT HE JOCTUTHYTO IIejie-
BOE 3HaYeHUe coMaToTpornHoro ropmoHa (0,8 Hr/mi),
YTO CBUIETEJbCTBOBAIO B IMOJIb3Y Ne(UIIMTa TOPMOHA
pocTa, HO C YYETOM BOCCTAaHOBJICHMSI BYTIUKEMUU
rnocJjie Ha3HaYeHUsI TMa30KCHIa MPUHSITO pellieHne BO3-
NepKaThCsl OT IPUMEHEHUS TIpernapaToB COMaTPOIIMHA.

B cBa3u ¢ sgBHBIM nu3paUYEeCKUM CTaTycoOM
(Mukponedanus, KOpoTKas Iesi, KpYIHbIe HHU3KO
MOCaXXEeHHBbIE YIIIM, HEJI0Pa3BUTHE HApPYXHbBIX IEHUTA-
it — puc. 1), TpyObIM HEBPOJIOTUYECKUM Ae(ULIUTOM
B YCJIIOBUSIX OTHEJICHUs MATOJOTMU HOBOPOXKIAEHHBIX,
a B ToclieayoomieM 1 B ycioBusx MenepanbHOro 1eH-
Tpa, peOEHOK KOHCYJIbTUPOBAH TeHETUKOM. Bbimos-
HEHbl HEOHATaJIbHBIII CKPUHUHT (IaHHBIX B TIOJb3Y
BPOXJIEHHOTO TUITOTUPEO3a, BPOXIACHHOW IUCGHYHK-
MU KOPbl HaAMOYEYHUKOB, MYKOBUCIIMI03a, rajak-
TO3eMUU HE BBISIBJIEHO), KapMOTUIIMpOBaHUE (Kapu-
otun 46 XY), TaHIeMHasT MacC-CIEKTPOMETPUS
(maHHBIX B TIOJB3Y HACJEACTBEHHBIX aMMHOAILIUIO0-
naTuii, OpraHUYeCcKux anunypuii u nedeKkToB MUTO-
XOHJPAJIbHOTO b-OKWCJIEHUSI HE BBISIBIEHO), MOJIE-
KyJISIPHO-TEHETUYECKOE UCCe0BaHMe Ha CHUHIPOM
Bunemana—bekBuTta — TUIMUYHBIX MyTallMii He OOHa-
PYXEHO; TECT Ha YacTble MYTallUd B MUTOXOHIpHUAJb-
Hoit THK MeTogoM MyJbTUIIEKCHON aMmiuduKaluu
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(MLPA) — wusmeHeHusI He OOHapyXeHbI; CEKBEHU-
poBaHue maHenu «CaxapHblii AUabeT — TUTIePUH-
cymuHU3M» (27 TEHOB) — TIATOTEHHBIX, BEPOSITHO

MaTOTeHHBIX M BapUaHTOB HEOTPeAeIeHHONW KIMHM-
YyecKOi 3HAaYMMOCTU He oOHapyxkeHo; B reHe IGFIR
(NM 000875.5) B 3k30HE 6 BBISIBJICH T€TePO3UTOTHBIN
BapuaHT c.1264G>A:p.V4221 (rs752186919), panee
He ONWCaH, BapMaHT HEONpeaeJeHHOM 3HAYMMOCTH;
OMIM #270450.

C poxnaeHusi peOeHOK HaOIOAAeTCsI HEBPOJIOTOM
C IMArHO30M: TIOCJIEICTBUST AaHTEHATATLHOTO TTOPaKEHUST
LIEHTpaJIbHOM HEPBHO# CcHUCTEMBI B (hopMe CITacThye-
CKOTO TeTpamapesa, TSLKeJIoi crereHn. Mukponedanms.
dokanbHas snMIIeTIcHs, (apMaKope3UCTeHTHast hopma.
Atpodust 3puTenabHbIX HepBOB. [locTOsSIHHO TMOJTy4aeT
KOMOWHALIMIO MTPOTUBOCYIOPOXKHBIX MpErnapaToB (Bajb-
MpoeBasi KUCJI0Ta, JaMOTpUmKWH). [lpu KommbloTep-
HOi1 ToMorpaduu rojoBHOro mosra (B Bodpacre 10 mec,
6,5 roma u 7,5 roma) oTMedaauch MpU3HAKK aTpoduye-
CKUX U3MEHEHUIi B BEIIeCTBE TOJJOBHOTO MO3Ta C YMEHb-
1meHueM obObeMa Oesloro BelllecTBa BIUIOTh 10 I'pyOoro
ero neduinTa, BeHTpUKyJIOMeraauu. [Ipu 371eKTposH-
nedanorpadpun (B 6,5 roma) perucTpupoBaTUCh TPyObIe
nuddy3Hble MU3MEHEHUST TOJOBHOTO MO3ra (DYHKIIMO-
HaJIbHO-OPTaHWYEeCKOTO XapaKTepa, 3aperrMcTpUpOBaH
(boKanmbHBI TPUCTYN — pEeTUOHAJIbHOE 3aMeljicHUe
IO JIEBOMY TIOJIYIIApUIO C aKIIEHTOM B JIEBOM TeMEH-
HO-BUCOYHOI 00J1aCTH.

ManpuuKk TpOMOJIKAl TOJyYaThb Je4eHHUe TIpe-
rmapaTaMy  JIEBOTUPOKCWUHA  HATpWs, JAMa30KCHIA
(mo3a 3 Mr/Kr/cyr), NMpOTUBOCYIOPOXHYIO Teparuio.
B Bo3pacte 7 neT uMeN BhIpaXXeHHBIN AeUIIUT pocTa
(81 cm, SDS pocra —7,71), mukpouedanumo (OKpyxK-
HocTh rosioBsl 39 cM, SDS —9,8), HecmoTps Ha TIpo-
OJ1eMbl C MUTaHUEM Ha (pOHE cepbe3HOI HeBpPOJOTHUYe-
CKOIf TIaToJIoruu (30HAOBOE KOPMJIEHUE, CPBITUBAHMS
MPY CYIOPOKHBIX MAapOKCU3MaX, CITa3M MPUBpaTHHUKA),
yacTble WHGpEKIMOHHBbIE 3a0oyieBaHUs, TpeOylolre
nmapeHTepaJbHON aHTUOaKTepuanbHOii Teparnuu, SDS
WHAEKCa MacChl TeJla pebeHKa B Bo3pacTe 7 JIeT COCTaB-
msr +1,66 (Macca Tenma 12 KT, WMHAEKC MacChl Teila
18,3 xr/m?), oTMeuajics BBIPaXEHHBIA THUIIETPUXO3
Kak CJIeJICTBHE MpueMa qua3okcuaa. B cembe poauiach
neBoYyka 0Oe3 IMOmOOHBIX (DEHOTUNUYECKUX IpU3Ha-
KOB U cUMIITOMOB. PeGeHOK morn6 B Bo3pacTte 8 jer
B pe3yibTaTe TeHepaJu30BaHHOTO WHMEKIIMOHHOTO
rnmpoiecca rpuOKOBOW 3TUOJOTMM Ha (oHe Tpydoro
HEBPOJOTMYECKOTO AeUIINTA U CUHAPOMA TPUBBIY-
HBIX CPBITUBAHUIA.

ITayuenm 2. Yepes 7 net mocie poxaeHUs epBOro
MalleHTa B CEMbe POMHOM CECTPHI €r0 MaTepu TaKxkKe
OT HEPOJACTBEHHOIO OpakKa pOIMIICS MaJTb4uK (BTOpAs
GepeMeHHOCTbh, yrpo3a TpepbiBaHus B | Tpumectpe,
BTOpbIE pOABI Ha cpokKe 38 Hem, olleHKa IO IIIKaje
Anrap 8/8 6GannoB, macca tena 3300 r, miuHaA Tena
50 cm) ¢ Mukpotedanueit (OKpy>kKHOCTb roJ0BbI 29 cM,
SDS —3,29), BpoxXIeHHBIM MMOPOKOM cepjlia (medekr

B MOMOLLIb TPAKTUHYECKOMY BPAYY

Puc. 1. I1anuenr 1.
Figer 1. Patient 1.

MEXOKeJTyTOYKOBOM TIepeTOPOIKH, OTKPBITHINA apTe-
pUANBHBIM  TIPOTOK), JABYCTOPOHHUM KPUITOPXU3-
MoM. PebGeHoK mMen 3mopoBoTo crapiiero opara 9 jer.
B mepBble THU XW3HU BBISIBIIEHBI TTPU3HAKU CTHACTH-
YeCKOTO TeTparapesa, 3apeTUCTPUPOBaHaA TUTIOTJIMKE-
MU 10 YPOBHSI HEOTIpeaeasieMbIX 3HaueHni. PeGeHOoK
KapuoTUITMpOBaH (KapuoTun 46 XVY), BBITIOJHEHBI
HEOHaTaIbHBIM CKPUHUHT, TaHAEeMHasl Macc-CIeK-
TPOMETPUS — OTKJIOHEHWII He BBIsSBICHO. [lomyueH-
Hble Ha (poHe rmukemun 0,63 MMOJIb/J TabopaTopHbIE
TTOKAa3aTeJI CBUIETETLCTBOBAIN O HAIMUNY Y peOeHKa
TUTTOTIUTYUTapr3Ma (BTOPUUYHBIX THUIIOTHPEO3a, TUTIO-
KOPTHIIMU3Ma, COMATOTPOPITHON HEJOCTaTOYHOCTH),
MaHHBIX B TIOJIb3y TUMEPUHCYIMHHU3MA HE TOJy4eHO
(cm. Tabnauny). KommneHcamusi aeUUIMTOB TUPOK-
CMHA W KOPTU30JIa He TO3BOJWIA JOCTUYD DYTJIUKE-
MUU 0e3 mapeHTepaTbHON MOTAIIUY TJIFOKO3bI, TTO3TOMY
OBLIO TIPUHSITO pellieHre O Ha3HAYeHUW COMAaTpOTIHA
B mo3e 0,033 Mr/Kr/cyT, 4YTO MO3BOJIUIO CTAOVIIN3NPO-
BaTh INIMKeMUIO Ha POHE YaCTOTO TPOOHOTO MUTAHMSI.
[lpoBeneHO  cekBeHMpoBaHWE TaHenu  «[umorm-
TyUTapusM» (28 TE€HOB): BBISIBIEHbl T€TEPO3UTOTHbBIE
BapvaHThl 1561762493 wu 1s78866715 B 1MC-TIONTOXe-
min  NC_000017.10:2.[61996246C>T;  61996248A>G]
(GRCh37) B 5’-HerpaHciupyeMoit obsact reHa GHI
(NM_000515.4) — BapraHTbI HEOTIPEIEIEHHOTO 3HAYEHMSI.
B cBsa3u ¢ orcyrcTBUMEM cToiikoro agdexra or KoM-
MeHCAllM MHOXECTBEHHBIX Ie(MUIIUTOB TOPMOHOB aJie-
Horumodusa (TUTIOTIMKEMUIECKE COCTOSTHUSI BO300-
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Tab6auya. JIaGopaTopHble MOKa3aTeIM TOPMOHATLHOTO CTAaTyca HA )oHe TMNONTMKEMUH TaeHTa 2

Table. The laboratory results during the hypoglycemia of patient 2

Topmon

3Hauenne Pedepencobr

Tupeorporasiii (TTT)
T4 cBOGOIHBIN
Cowmatorponnsbiii (CTI)
Koptuzon

C-nenrtun

WHucynun

HNucynuHononoOHblii hakTop pocta 1-ro Tumna

Inukemus

10,6 MME/x 0,2—3,5MME/n

5,5 TMoIb/T 10,3—24,5 mMmonb/n

0,09 ur/mn Bonee 5 Hr/mn

72,2 HMOJB/ 1T 200—700 HMOIB/TT

0,0044 Hr/mn 1,1-4,4 ur/mn
<0,2 MME/n Menee 2 MME/n
<15 Hr/mn 15—129 ur/mn

0,63 MMOJTB/IT

HOBWJIMCH Yepe3 2 HeJl Mocjie Ha3HAYeHUsI COMaTPOIHA)
ObUTa MpoOBeleHa IOBTOPHAsl OLEHKA CEKPeLrUM WHCY-
JIMHA Ha (OHE CHIKEHMSI YPOBHS TJIIOKO3BI B KPOBU
0e3 OTMEHbI 3aMECTUTEJIbHOW TOpPMOHAJILHOW Tepa-
MU, BBISBIEHBI TIPU3HAKN THTIEPUHCYIMHU3MA (MHCY-
guH 4,2 MME/n nipu rniukemun 2,1 MMOJb/JT), HayaTa
Tepanus auaszokcuaomM 10 Mr/Kr/cyT, 4TO TO3BOJIUIIO
JIOOUTBCSI CTOMKOM 9YTJIMKEMUU.

PeGenok HabsogaeTcst HEBpoOJIOTaMy C JUArHO30M:
cuMIIToMaTuyeckas (pokKajabHasl SMUJIETICUS, TTOCHe/-
CTBUSI aHTEHATAJbHOTO TMOpPaXKEeHUsI TOJOBHOTO MO3Ta
B dopMe MukpouedaaibHOro cuHapoma (OKpYKHOCTh
ronossl 30 cm, SDS —11,5), cmacTuueckoro Terparna-
pesa, 3alepXKW TCUXOMOTOPHOTO pPa3BUTHS; aTpO-
dust 3putenbHBIX HepBOB. CymOpOXHBIM CUHIPOM
y pebeHka MaHuGecTUupoBa B Bo3pacte 3 Mec Ha (poHe
KOHTPOJUPYEMOM TIUKEMHU M B HACTOSIIEe BpeMms
TakxXe TpeOyeT TpMMEHEeHUs KOMOWHAIUU TIPOTH-
BOCYJIOPOXHBIX TIpernapaToB (BaJibllpoeBasi KUCJIOTa,
OoKcKapOasenuH, Tanmupamar). MarHUTHO-pe30HaHC-
Has ToMorpacdus TOJOBHOTO MO3Ta C KOHTPACTHBIM
ycuJIeHMEeM B Bo3pacTe 3 MecC BBISIBUJIAa YMEPEHHYIO
BEHTPUKYJIOMETAINI0, YMEPEHHO BBIpakeHHbBIE aTPO-
¢duyeckue M3MEHEHUs TMOJylIapuii TOJJOBHOTO MO3ra.
Ha snekrposnuedanorpamme B Bo3pacte 10 Mec 3ape-
TUCTPUPOBAHA 3MUAKTUBHOCTh B JIEBOM TOJYyIIApUU
TOJIOBHOTO MO3ra.

B HacTosiee BpeMsl TTalIMEHT HECMOTPSI Ha KOMITeH-
CalIMIoO BCEeX TPOITHBIX Ie(PUILINTOB aicHOTTTO(hN3a UMEET
3HAYUTEJIbHOE OTCTaBaHUE B JUIMHE Tejla OT CBEPCTHUKOB
(SDS pocra —8,44 B 18 Mec) u HemOCTATOUHOCTh THTA-
Hus (MHIeKc Maccol tena 13,3 kr/m?, SDS —2,49), mosis-
JICHUE TUTIEPTPUX03a TaKXKe paclieHeHO Kak IMoO0YHOoe
JeicTBUE TMa30KCUA.

PoxxneHune BTOPOro MajabuMKa C MOTOOHBIM CUMIITO-
MOKOMIUIEKCOM B OJIHOW CeMbe C yYETOM HX POICTBEH-
HBIX B3aMMOOTHOIIEHWIM W HaJU4UST 3TOPOBBIX CUOCOB
y KaXJO0ro M3 MalMeHTOB (MJajalasl cecTpa B CeMbe
MepBoro pedbeHKa M CTapllIuii Opat y BTOporo — puc. 2)
CBUCTEJIbCTBOBAIN O X-CIEIJIEHHOM peleCCUBHOM
BapuaHTe HacJieJoBaHus Tmarojoruu. Poautenu mnep-

3popoBbif BonbHon @ Hocutenb

Puc. 2. Teneanornyeckoe JiepeBo CeMbH.
Figer 2. Pedigree of the family.

Boro pebeHka obOpatuauch B DenepallbHBIM IIEHTP
JUISl TIOBTOPHOW KOHCYJIbTAllMU, ObLIO MPEANON0XKEHO
Hanuuyue cuHapoma MEHMO, B xone aHanmsa CTpyK-
typel MPHK (NM_001415.4) reHa ¢ 1-ro no 12-i1 ask30H
Obl1 OOHapykeH paHee He onucaHHbIi BapuaHT (NC_0
00023.10:2.24084162C>G(hgl9), NM_001415.4 ¢.820
C>G (p.Leu274Val)) B reMu3uroTHom mnosioxkeHuu. JlaH-
Hble W3MEHEHMSI TIPUBOIAT K 3aMeHe aMWHOKHUCIOTHI
JIEWIIMH Ha BaJIMH B nojoxeHun 274 nomena DII 6enka
elF2y, MucceHc-MyTalMy B KOTOPOM OMUCAHbI IPU CUH-
npome MEHMO. Ilogob6Has 3ameHa oOHapyxeHa
y MJaaIiero Ky3eHa, Marepeid u 0aOyIIKy TallMeHTOB,
YTO TO3BOJIMJIO KOHCTaTupoBaTh cuHapome MEHMO
Y ONTMCAHHBIX OOJIbHBIX.
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