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KJTMHUYECKWIA CNYYAA PAHHEW AMACHOCTUKWU
RWABETA MODY 2 TUNA
TMuwmnbec A.B, Mynnasros B.C, Cesepura T.H, Basnukos B.I.
60y BI10 YrMy MuHzgpasa Poccum.

MAY «loposckan kmmrmnveckas 6omsrmya NO 40, r. EkatepnHbypr.

MauwneHT 2012 roga poxaeHus. duarHo3: C4 - MODY 2 tun. Kom-

neHcauus Ha doHe aueTsl. MepuHaTtansHoe nopaxexne LIHC, cMewan-
HOro reHesa, cpefiHeil cTeneHu TAXECTU. MOo3AHUIA BOCCTAHOBUTENbHLIN
nepuvoA. MNceBaoKUCTa COCYaUCTOro CnneTenns cnpasa. CMHAPOM ABura-
TESIbHLIX HapYILEHWIA B BUAE YMEPEHHOW NUpaMWUAHON HEeROCTaTOMHOCTH
B HOrax.

PebeHok oT nepBoi BepeMerHOCTM, npoTexasluen Ha oHe runo-

TMPEO33a, AMAarHOCTUPOBAHHOrO A0 HacTynnenus GepemeHHocTu (nony-
yana 3amecTuTenbHylo Tepanuio L-Tupokemukom 100 Mkr\c), seretococy-
AMCTOW AUCTOHUM NO FMNEPTOHUYECKOMY TUMY, KaHAWAO03a, XPOHUUYECKOM
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rynokcuM nnoaa, 6bin NOBbLILEH YPOBEHb €axapa B KPOBWU, HO MHCYIMHO-
Tepanuio He nosydana.

HacneacTBeHHOCTL: ¥ TeTu (No inHun Matepu) CA 2 Tuna.

Poabt B 38 Hepenb. PebeHok npu poxaeHuu: Bec 3550 r, poct 50
cM, oueHka no wkane Anrap 7-8 6annos.

BblinucaH 13 poaaoMa Ha 5-e cyTku ¢ gnarHosom: CoueTaHHas rvno-
keus. PU3nonoruueckas He3penocTb.

B 4 Mecaua 6bin rocnMTanusvpoBaH B UHQEKUMOHHOE OTAENEeHVe
no nosogy napurruta. Mpu obcnepgosaHuy B GUOXMMMUECKOM aHanuse
KPOBM BbISIBNEHO NOBBIWEHWE YPOBHSA MIOKO3bl 40 7,1 MMONb\A.

B fanbHenwweM Habnioaancs 3HAOKPUHONMONOM C AMarHo3oM: Hapy-
weHWe TONepaHTHOCTM K rMIoKo3e.

B aHanu3ax: ravkemms Hatowak 6,2-9,2 mmonb\n; HbAic 6,3 %; C-
nentva 1,73 Hrimn; UPU 13,7 ME\n; AT k GAD: 0,45 MEn.

B 8 MecAueB € Lenblo YTOMHEHMS AWarHo3a HanpaBs/ieH B OTAeNeHue
paHHero sospacta OJKb N°1.

[ MKeMryecKkuiA Npohunb:
6.00

10.00

14.00

18.00

22.00

MNpu nocTynneHun
6,1
7,1
7,3
6,0
6,2

MNpwn BbiNKCKE
6,5
6,1
5,4
6,8
7,5

ITT: HaTowak 5,52 MMonb\/i, nocne Harpysku rnokoson 9,46
MMONb\N

C - nentua: HaTowak 0,59 Hr\mMn, nocne Harpysku rnwoko3son 5,73
HMAMN

WUPW: HaTowak 1,3 ME\n, nocne Harpysxu raoko3omn 27,45 ME\R
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Y3U OBMN: 3ainioueHmne. MenarocnnexomMeranus. YMepeHHas nueno-
3KTa3ma cnpaea. Kanukonvenoakrasvs ciesa.

HCF. 3axnoyenme: MceBao KucTa CocyamcToro CnieTerus cnpasa.

KoHcynbTaums Hesponora: [uarHo3: nepuHartancHoe nopaxexvie
LUHC, cMewaHHOro reHesa, CpeaHe crenexu Taxecty. Mo3aHuni BoccTa-
HOBWTENbHBIA Neprod. CMHAPOM ABUraTenbHbIX HapyweHuiA B Buae yMme-
pEeHHOM M1paMUARHOW HeAOCTaTOHHOCTU B HOrax.

BoicTaBneH avarHo3: C/1 BnepBble BbISBIIEHHBIN, HeonpeaeneHHoM
3TMonorum (BepostHo MODY 2 Tun).

HasHadeHo neuenune: ameta (rwnoannepreHHas cMecs He3 caxapa,
osoLHoe nope, MacHou dapw, 6ynboH).

B Bo3pacTe 10 MecAueB NPOBEAEHO MOSMEKYNSPHO-reHeTUYecKoe
uccneposaHme 8 SHU metogom MUP, npsmoe cekseHupoBaHue. Buissne-
Ha retepo3urotHas MyTauws M381K (npuMeuyaHwe: aHanoruyHas MyTa-
UMA BLISBNEHA Y MaTepu naumeHta). Mytaums M381K paHee He onwuca-
Ha, €CTb ONMCaHWe MyTaluM B TOM Xe kogoHe (M381T HoMep MyTaumm
CM096936) accoummposaHHoi ¢ MODY 2 (Osbak B 2008r).

B Bo3pacTe 1 roga 6 mecaues, Ha (OHE AMETHI BbISBMEHDbI CNEeAYIO-
LMe NoKA3aTeNn: rMuKeMus Hatowak 5,2-6,2 MMonb\; B TeYeHue CyToK
5,5-7,5 mmonb\n; HbA1c 5,9 %; dusnueckoe passurue no Bo3pacTy.

3aknioueHue:

MoaBoAA OCHOBHBLIE UTOMM KIMHWYECKOro C/lyyas, cyutaeM Heobxo-
AVMBIM NOAYEPKHYTb:

1) MyTaumm oavHOUHbIX FEHOB MOrMyT Bbi3blBaTb pegkve (GOopMbl
AvaberTa.

2) FeHeTnyeckoe TeCTMpoBaHWe MO3BONAET BbIABUTL MHOTWE (GOpMbl
MOHOreHHoro anabera.

3) Bpay oueHueaeTt Heobx0aUMOCTb reHeTUYECKOro TECTUPOBaHMS.

4) YcraHosnenvie AvarHo3a npy NOMOLM FEeHETUYeCKOoro TecTUpo-
BAHWA MOXET NO3BONUTL HA3HAYUTb ONTUMANbLHOE NEYEHKE.

5) Aaxe Hebonbluioe NOBbIWEHUE TMMKEMUWM AOMKHO ObiTb CaMbiM
TwarenbHbiM 06pasoM ulyyeHO W NpOAHaANU3NPOBaHO. BOMLLWIMHCTBO
cnyyaes C/], passvBwerocs B AETCKOM Bo3pacTe, sBnawoTca C 1 tuna.
Mpu ero knaccuueckon ManudecTaumy 1 TedeHun He Tpebyetca aonon-
HWTENbHbIX, KPOME NoKasaTenen yrneBogHoro obMeHa, METOAOB ucche-
A0BaHWA ans BepudmKalmv avarHosa.

Mpobnembl BO3HUKAIOT NPU BLIAB/IEHWUM HEBLICOKOW MMREPriMKeMy,
4acTo 06HapYXXMBaEMOIF C/ly4aitHO, B OTCYTCTBME KNMHWYECKUX NPOSB-
NeHWiA, KorAa pedb MOXET UATU O paHHel auarHoctukv CA 1 Tuna nubo
0 MArKo# MaHudecTaumm 3abonesamHnn, xapakTepHon Ans avabeta 2-ro
Tvna unu MODY.

6) Y peteit ¢ M36LITOUHOM MACCOM TeNa HE3aBUCUMO OT OCTPOTbI Ma-
Hupectaumm 3aboneBaHna HeOBX0AMMO UCKMIOUMTL AvabeT 2-ro Tuna.
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Msrkas Manudectauus y pebeHka 6e3 oxupeHus MoXeT 6biTb cBA3aHa
¢ paHHei avarHocTukon CA 1 Tuna wan MODY.

7) Bce nauvenTsl ¢ ManvdecTaumen C4 B Bo3pacTte 40 6 Mecsues
HYXJAIOTCA B MOSIEKY/IAPHO- FeHETUYECKOM UCCNEA0BaAHMM,

8) CeMeiHbll aHaMHe3 Anabeta upesBbluaHO BaxeH. Bbicokoe
HakonneHwe uYactotb! CI B POAOCIOBHON B HECKOMbKWUX MOKOMEHWUAX
MOXET CBUAETENLCTBOBATL 06 ayTOCOMHO- AOMMHAHTHOM HACNefoBaHWM,
xapakTepHoM ans MODY avabera.

9) Bonbwme CNOXHOCTM B AMArHOCTMKE MOMYT CO34aBaTh Cnopaau-
yeckme GopMb!.

UccnepoBanns AOMKHBI BKAOWATL AWArHOCTUKY HEMPOCEHCOPHOM
TYFOYXOCTW, HapylWeHWA 3peHus, 3afepXku passutus. Heobxogumo
nccneposaHune yrneBogHoro obmeHa y poavteneit, NOCKONbKY Hepeako
Y HYX UMEIOTCA paHee He AWarHOCTUPOBaHHbIE HAPYWeHUs.

10) YcTaHoBneHue TOYHOIO AMarso3a BaXKHO, Kak ans Bbibopa Me-
TOAA NeYEerun 1 NPOrKo3a, TaK U ANS reHETUYECKOro KOHCYNbTUPOBaHUA
B CeMbsX. Pe3ynbraTtbl NOCNEAHWX UCC/IEA0BaHUMA AEMOHCTPUPYIOT, UTO
npy onpeaenexHbix GopMax MOHOrEHHOro caxapHoro avabeta BO3MOX-
Ho neyexue NMCCM BMECTO MHBLEKUMIA UHCYIMHA.

11) MNpuv nocraHoBKe AMarHo3sa saxHO MpasunbHO oTanbdepeHun-
poBaTb ero ot Apyrux Tunos C/1. B 3ToM noMoraeT vccnegosaHve ypos-
Heit C-nenTmaa v TECT TONEPAHTHOCTK K raoko3e. Hanbonee TOYHbLIM
MEeTOAOM AvarHocTukn MODY-auabeta sBnseTcs nposeaeHue reHetuue-
CKOro TeCTUpPOBaHUA.

12) Npw BbisIBNEHUWM MyTauwm y naumeHTa Heobxoawmo obcnego-
BaTb YJIEHOB €ro CEMbU C LeNbio 06HAPYXEeHUs Yy HUX TUnepriivkeMmumn u
NOCNEAYIOWEro NPOBEAEHUA MEHETUHECKOrO Mccneaosanua. Takoi noa-
X0Z MO3BOAWUT CBOEBPEMEHHO HauaTb 3EKBATHOE NEYEHME U CHU3UTH
PUCK OCNOXXHEHUNA HE TOMbKO Y MALUMEHTA, HO W Y ero poACTBEHHWKOB,
KOTOPbIM AUarHo3 NocTasneH He 6bin.
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OCTEONOPO3 U MHAEKC MACCbI TENA
Garpagan 3. M.
« ApMAHO-AMEDMKaHCKIA L{eHTD 34q0p08sa», Epesar, ApMerna

Uenb: oueHUTb COCTOSHME KOCTHOW TKaHW y NOCTMEHOoNay3anbHbiX
XEHIWWH B apMAHCKOA NONYNSUWMM B 3aBUCUMOCTU  OT MHAEKCA Macchl
Tena (UMT).

MaTepuan n Metoabl: 6bi0 06CNefoBaHO 778 XEHWUH B NEpUo-
Ae nocTMeHonayssl. O6cnenoBaHHble XeHWWHLI 6binv B8 Bo3pacte oT 41
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