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KoHdepeHUUs Mo opdaHHbIM 1 AeTCKUM 2Lld] | Ceuko E.A., Kontakosa M.T1., Tutosuy E.B., Jlantes [.H.
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JHAOKPHUHHAA opdaHeTUKA: s  KNMWHWYECKUNA CNYYAU FTETEPOFEHHOIO TEYEHUA CAXAPHOIO AUABETA HNF4A-MODY B OJHOWN CEMbE

JOCTUXXEHUA U NepcneKTUBbLbI < I

e e, g MATEPWANbI U METOObI.

BBEEHMUE. } B ®I'bY «HMWL| aHpokpnHonorum» obpatnnnce Asa cnbca c xxanobamun Ha nepuoanyeckoe rnoBbILLEHNE TMHKO3bl KPOBU.
CaxapHbiin gnabeT (C1) HNFAA-MODY (MODY1) 06ycrnoBneH reTepo3uroTHbIMU BapnaHTaMu HYKIeoTUOHbIX Manbuuk, 15 net. [Npu poxpaeHum (38 Hex. rectaummn): macca 4200 r (SDS:1,38), pocT 56 cm (SDS:2,86).
nocnegoBaTtenbHOCTEN reHa aaepHoro dpaktopa renatountoB 4a. ['eH HNF4A perynupyet rnoko3o- B 13 net Bnepsble BbigBrneHo HIT, HbAlc — 5,9%. PekomeHgoBaHo cobntogeHne aNETHI.
CTUMYNNPOBAHHYIO CEKPEeLUIo MHCYNMHA, NPOLIEeCChI IMIOKOHeoreHe3a n bMocnHTesa nNMnonpoTenaoB. XapakTepHble B 15 neT: rmnukemna Hatowak 4,5-6, Mmone/n, nocne egbl 4o 9 Mmmons/n, Nnpu HapyweHun anetsl o 11-14 mmonb/n.

NpuU3HaKkym — makpocomus, runornmkemms. CLl passmBaeTca B NOAPOCTKOBOM UM MONOAOM BO3pacTe, TEYEHUE
nporpeccupyolliee, pucK pasBuTua Makpo- 1 MUKPOaHrmonaTn BbICOKUW, HApyLLEHUN nunugHoro obmeHa. [Ans
KOMMEHUUN yrneBogHOro obmeHa no mepe nporpeccnpoBaHnsa 3abonesaHnsa BO3MOXXHO Ha3Ha4YeHWe ANEeThbl, 3aTEM -
npenapaTtoB CYyfbPOHUNMOYEBUNHbI, HA NO3OHUX 3Tanax — UHCYNUHa.

Manbuuk 13 net (cunbce). NMpu poxageHum (37 Hea. rectaumn): macca 4200 r (SDS:2,53), poct 52 cm (SDS 1,63).
B 13 net: Bnepsble runeprinnkemunsa (17,4 mmonb/n).

Y obounx geten B HeoHaTanbHOM nepuoae ann3oaoB rmnornmkeMmi He 3apuKCMpoBaHo
RNCETANARY, 4 26 HacneactBeHHbIM aHaMHe3 oTarouleH, y matepu C[1 ¢ 35 neT, HaxoauTca Ha Tepanun SmnarnngnosmHom. Y gega (m) - CL.
-

. 2P TL

PE3YJIbTATDI.

Mpn obcnepoBaHumn ctapwero cudca B 15 net: poct 157,5 cm (SDS pocra: -1,43), macca tena 48 kr (SDS UMT: -0,03). Ha dooHe gmeTbl rmukemun HaTowak - 3,7-4,5 mmone/n, noctnpaHauarnbHo - 4o 8,8 MMOSb/f, Npu HapyLLEHUN ONETDI -
0o 11,1 mmons/n, HbA1c - 6,3%. C-nentng — 1,3 Hr/Mn, HCYNUH — 6,57 MKE/MN (2,6-24,9). INpn OI' TT noateepxgeHa HTI (puc.1).. OTme4vanock CHMXeHune obllero xonecrtepuHa (2,99 mmons/n (3,3-5,2)). Cneundunyeckme ocTpoBKOBbIE
aHTutena (AT) oTpuuaTtenbHble. PekomeHaooBaHa aneTta. XpoHundeckme ocrnoxHeHna CL He anarHocTtmpoBaHbl. ConyTCTBYOLEN MATONIONMN HE BbIABIIEHO.

Mpun obcnepgoBsaHun mnagwero cmbceca B 13 net: poct 158,5 cm (SDS pocra: -0,01), macca tena 45 kr (SDS MT: -0,26). PaHee He obcrnenoBaH, npu nepmoanvyeckomMm namepeHnm ypoBHS rMUKEMUN TIIFIOKOMETPOM OTMeYaracbh
HopMornukemus. yrnesogHoro oomeHa: HbA1c 7,6%, noctnpaHananbHasa runeprivkemua o 12 mmone/n. Cekpeuns nHeynuHa (4,47 mke/mn (2,6-24,9)) u C-nentuga (1,3 Hr/mn (1,1-4,4)) coxpaHHble. YpoBeHb 00LLEro XxofiecCtepmHa CHUXeEH
(3,1 mmonb/n (3,3-5,2)). XpoHnyeckne ocnoxHeHus CLl He anarHoctupoBaHbl. CoONyTCTBYIOLLEN NATOMIOMMN HE BbIABMIEHO. YUYNTbIBAA JEKOMMNEHCcaUMIO YyrineBoaHOro oomMeHa, MHULUMMpOBaHa Tepanusa rmmmennpmagom B gose 1 mr, Ha oHe

KoTopoun rinukemust ot 4,8 0o 8,2 mmonb/n. ca
HCYTOYHCHHbIN
Bpewms 0 30 60 90 120 [ NtoKO3a KpoBU Ha dooHe AMETLI U rMuMunmpuaa Q - CA )
FroKO3a y Mnagwero cmbca ey TOTHERHBIE
(MMonb/n) 5,05 9,85 12,25 9,7 8,89 38 ster, HNF4A-MODY
(reTepo3uroTHLI BapuaH
UHcynuH ¢.630 644del (p.Glu210
Asp214del))
(MKe,D,/Mn) 5,19 47,8 69,9 41 4 33,9 IMuaraugao3uH
15 ger Q
ISI Matsuda Karo HOMA HNF4A-MODY / 5 ner, B rene HNF4A E
(reTepo3uroTHLII 13 ner BapHaHT ¢.630 '
5,60 0,97 1,16 2 Bapuaurt C.630 644del HNF4A-MODY (rereposurotuslii  g44del (p.Glu210
—ompera EP—— (p.Glu210 Asp214del)), BapuanT €.630 644del (p.Glu210 Asp214del) ne
HopMa >2,9 >0,3 <3,2 0 auera Asp214del)), BBISIBJIEH, 3/10POBA
Imumenupupa 1 mr/cyr
Puc.1 OI'TT cTtapuwero cubca £

Puc.2 YnydweHune rmmkemmyeckoro npodoung

Puc.3 HacneactBeHHbIN aHAMHES S,
I.I_-."I-'_--."I.-'.""_.."l' Fy =i - B Ey LE -.
ey SAKITIOUEHUE. KOHTAKTDI. f |

T
" :1‘ HNF1A-MODY — peakun noatun MODY y geTen, Tak Kak HapyLLeHNSA yrneBoaHOro ooMeHa rnpu retepos3nroTHblX BapunaHTax B reHe HNF4A, kak npaBuno, AnarHoCcTUpyTCA B MOIogoM Bo3pacTe (B cpeaHem 20- Kontakosa M.I1, 'HY ®I'bY

VHUO5 neT). B AaHHbIi CEMbe OTMEYAeTCsi rTeTEPOreHHOCTb TEYEHWs! caxapHoro anabeTa: HaGMoaaeTCst CHUKEHME BO3pacTa AeboTa HapyLLEHWIT YrIeBOAHOro obMeHa Y AeTeil No cpaBHeHuto ¢ MaTtepsto, a Takke| | MWL aHAoKpuHOMOTMMY
oTMeuaeTCst pasnuyHas noTpebHOCTL B Tepanuu y BpaTbeB - y cTapluero 6pata 4oCTVYb KOMMEHcaLmn YrieBogHoro o6MeHa BO3MOXHO Npu cobrnioaeHn aueTsl, y Mnaalero 6parta notpebosanock HasHaveHune| | 3¢TVPART, BPAH-ASTCKA
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?'""'-_ caxapocHmxkarwwmx npenapatoB (rmumenupua). [JaHHbIA KNUHUYECKUIA NpUMep AEMOHCTPUPYET Ba)KHOCTb MPOBEAEHUA reHeTudeckon gmarHoctukm MODY y poacTBEHHMKOB 1 CT. poAcTBa ANnsl pPaHHEeWN,

+ |JOKIMMHUYECKON ANArHOCTUKM Y NUL, C HE ANArHOCTMPOBAHHbIMUM HApYLLEHUAMW YIIeBOAHOro obMeHa, a Takke Bepudunkalum npmYnHbl 3adoneBaHns y YNneHOB CEMbMU C YXKe MMEeLWMMca gnabdeTomMm.
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