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HTepec K HeayTOMMMYHHBIM, B TOM YHCJIe K CHHIPOMAJTb-
HBIM (popMaM caxapHOro nuabdera, 3HAYUTETbHO TTOBHI-
cwiIcsl B TIOCJenHee necaTuieTue Ha (oHe OypHOTro

pa3BUTHUSI MOJIEKYJSIPHON T€HETUKM, MO3BOJSIONICH YCTaHOBUTh

npupoay 3adoseBaHusi. OcoOblii MHTEpEC MPeICTaBIIsIeT HeOHATalb-

Hbli caxapHblil quadet (HCJ/l) — oueHb peaKoe KIMHUYECKHU MO~

MopdHoe 3aboseBaHUeE.

HC/ Bctpeuaetcs ¢ yactoroit ot 1/300 000 no 1/500 000 HoBO-
POXIEHHBIX. BBIIENSIOT 1Be OCHOBHBIE (POPMBI, XapaKTepu3ylo-
myecss TJIaBHBIM 00pa3oM KIMHUYECKUMU DPA3TUIUSIMU 110
MPOIOJIKUTEIBHOCTY MHCYJTMHO3aBUCUMOCTH TTOCTIe MaHUu(ecTa-
mun: Tpan3utopHbii HCIA (THCJ) u nepmaneHntHbrii HCJI
(ITHCH) [1]. CornacHo manHbiM Aguillar-Brayn, ~57% ciy4aeB
npuxoautcst Ha THC/I, Korna n3HavyaabHO TpeOyeTCs] MHCYJIMHOTE-
panusi, Ho MeHee yeM uepe3 18 mecsieB 3a001eBaHUE TTPOXOIUT
¥ BO3BpalllacTCs BHOBb Yepe3 HECKOJIbKO JieT [2].

ITpu Bceit cBoeit peakoctu HCJI oka3zajicst yaMBUTEIBHO TeTe-
poreHHbIM 3a0ojeBaHueM. K HacTosiieMy BpeMeHH BbISIBIIEHO TMO-
psiiKa NeCcsITU JIOKYCOB, MyTallMd B KOTOPBIX BEAYT K Pa3zBUTHUIO
HeoHaTaJIbHOTro caxapHoro auadera. Stoy ¢ coant. (2008) nmpoBenu
reHeTUYeCcKoe UccienoBaHue 77 MalMeHTOB ¢ CaXxapHbIM IMa0eTOM
B Bo3pacte 110 1 roga. U3 Huxy 32 nereit HC/I ObL1 AuarHocTupoBaH
B BO3pacTe 10 6 MecsiiieB, y 45 nereit — B Bo3pacte 6—12 Mecsilies.
[MpoBommiiock cekBennpoBanue reHoB KCNJ11, INS u ABCCS. My-
Taluu ObUTM OOHAPYXEeHBI Y 63% MalleHTOB B BO3pacTe 10 6 Mecs-
ueB, u3 HUX y 50% — B rene KCNJI11, y 13% — B rene INS,
y OCTaJIbHBIX MyTalluM He HaiijeHbl. MHTepecHOo, 4yTo B pyIine mna-
LIMEHTOB cTapiie 6 MecsieB myraunu B reHe KCNJ11 HaligeHbl
He ObuTH, MyTalluu B reHe INS HaiineHsl y 6,5% nauneHToB [3].
B uccnenosannu Babenko ¢ coast. (2006), mpoBeneHHOM y 34 ma-
uueHToB ¢ HC/I, B rene ABCCS, xonupytoueM SUR1 (cynbdoHmi-
MOYEBUHHBIN pELeNTOp), MyTallMu OBLIM BBISIBICHBI y CEMH
nanueHTos [4].

Hawubonee knHUYeCKN 3HAUMMBIMU CPEIA U3BECTHBIX TEHOB
saystioTcst mytatuuu B renax KCNJ11 v ABCCS, oTBedalonnx 3a ak-
TUBHOCTb AT®-3aBUCHUMBIX KaJTEeBBIX KAaHAJIOB.
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AT®-3aBrcuMBbIC KaTMeBbIe KAHAIbI UTPAIOT LICHTPATBHYIO POJIb
B TJIIOKO30-CTUMYJIUPOBAHHOM CEKpelMy MHCYJINHA B -KIeTKax
MOKETYTOYHOM KeJIe3bl: CeKpellrsi MHCYJIMHA MHULIMUPYETCS 3a-
KPBITHEM KaHaJIOB M MHTUOUpPYeTCs UX OTKpbITUeM (puc. 1). Kanue-
Bble KaHaJbl COCTOST M3 YeThipeX cyobenuuull SURI u yeTbipex
cyobequHUIL Kir6. 2 cyabMOHUIMOUYEBUHHBIX peLienTopos. [1pu mo-
CTYIIJIEHUM [JIIOKO3bI B 3-KJIETKY ¢ ToMouibio GLUT-2 r110KO3HOTro
TpaHCIIOpTepa OHAa METabOJIM3UPYETCsT, YUTO MPUBOIUT K HAKOTLIE-
auto AT®. [Mocnexnuii, B cBolo ouepenb, MHIMOupyet ATD-3aBu-
CUMbIe KaJueBble KaHaJbl, IPUBOAS K WX 3aKPBITUIO. 3aKpbITHE
KaHaJIOB BEET K JICTIONISIPU3ALINY KIIETOUHON MeMOpaHbI. DTOT Mpo-
IeCC BBI3BIBACT M3MEHEHME TTOTCHIINAIOB KaJIbIIMEBBIX KaHAJIOB,
MPUBOAS K YBEJIWYCHUIO KOHIIEHTpauuu MoHOB Ca++ BHyTpH
kieTku. [loBbIIeHNE KOHIEHTPAIIMM MOHOB KaJIbIIUS SIBISIETCS
MYCKOBBIM MEXaHU3MOM JIJIs1 BBIXOJa MHCYJIMHA U3 KiIeTKu. [1pu ak-
TUBUPYIOLIEH MyTallMK B TeHE KaTueBble KaHAJIbI OCTAOTCS OTKPbI-
TBIMU, HECMOTPSI Ha MOCTYIJIEHUE TJIOKO3bl B KJIETKY, BCIACICTBUE

b

L

MoteHuman-
3aBMCHMbIE
Ca++ kaHans!
(A-mna)

CynbpOHUNMOUEBMHA

AenonspusauMs
MeMBpPaHbI

AT®D-3aBucumble K+ kanane

oKo3a
GLUT2
TTIIOKO3HBIA
TpaHcnopTep

Yesenuuerne

BHYTPMUKNETOYHOro &
Cor

MMIOKOKUHA3a

Ysenuuenne ATO

Tnioko30-6- || YmeHbiuerre Mg-ALD | = Uncynun
$ocdar “ R - .
Metabonmam
B-knetka

Puc. 1. Cxema, unnioctpupyiowias ponb ATP-3aBUCMMBIX KQNMEBBIX KAHANOB
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Yero He MPOUCXOIUT JOCTATOYHON CTUMYJISILIMU BbIXOAA MHCYIMHA
B KPOBOTOK B OTBET Ha TUMEPIIIMKEMUIO.

B paGote Hattersley A. ¢ coaBT. ObUIO 10Ka3aHO, YTO aKTUBU -
pylollast MyTalusi B TeHe, KOaupyloleM cyobenuauiy Kir6.2 ATD-
3aBUCUMBIX KaHaJIOB [(-KJIETOK, BbI3biBaeT paszputue HCJ [5].
JanHble MmyTaruy ObuTH BBISIBIIEHB! Y 10 13 29 mpo6aHmoB, Hanboee
YaCTHIMU OKAa3aJINCh 3aMEHBI TJTyTaAMIWHA Ha apTUHUH B 52 MOJI0Xe-
HUU, BaJIMHA — Ha TJIMLMH B 59 TOJIOXXEHUN, apTUHWHA — HA TUCTH-
muH B 201 mojioxeHMM M M30JeHMLMHA — Ha JeiduuH B 296
TOJIOXKEHUU.

[1pu 3TOM ClleyeT 3aMeTUTb, UTO Y Psiia IeTeii, Y KOTOPBIX ObLIN
HaiineHbl Mmytauuu B reHe KCNJ11, HCJI conpoBoxaajcst Bbipa-
JKEHHOU HEBPOJOTMYECKON CUMITOMATUKOM: 3a16p>KKO YMCTBEH -
HOTO Pa3BUTHS, SMWIENICUEH, MBIIICUHOM CIabOCThIO B CBS3U
¢ akcnpeccueit jaHHoro reHa B LIHC u MblieyHoii TkaHu. B mo-
CJIEICTBUU 3TOT CUMITTOMOKOMIUIEKC ObUT Ha3BaH DEND-cunapo-
moM (Delay, Epilepsy, Neonatal Diabetes). Slingerland A.S. ¢ coaBr.
(2006) Takxke 661 onucad 6oapHO HCJI 1 DEND-cuHapoMom
¢ myrauueii V59M B rene KCNJ11 [6].

B nanpHeiimeM B psae paboT OblIa TPOIEMOHCTPpUPOBaHa 3(P-
dextuBHOCTH edeHUss HCJI ¢ akTUBUPYIOIIUMY MyTallUsIMU B T€HE
KCNJ11 ¢ momonibio cyb(hOHUIMOYEBUHHBIX Mpernapatos |7, §].

J1o HelaBHEro BpeMeHU Teparnusi UHCYJIMHOM Oblla eIMHCTBEH-
HbIM MeToaoM JieueHuss HCJI v peacrasiisijia B OOJbITMHCTBE CITY-
yaeB 3HAUYMUTEJIbHbIE TPYIHOCTU B CBSI3U C MajbiM BO3PacTOM
pebeHka. Mcronb3oBairch pa3inyHble CXEMbl MHCYJIMHOTEpATIUU:
TpaIuIIMOHHAsI, MHTeHCUDUIIMPOBaHHAsI, TPUMEHEHUE TOJbKO
MPOJIOHTMPOBAHHOTO WHCYIMHA. [T0TpeOHOCTD B MHCYJIMHE Y KaXK-
JIOT0 pebeHKa MHANBUAYaIbHA U MOXKeT BapbupoBath oT 0,1 Ex/cyT.
1o 1,0 En/kr/cyt. u 6onee. B HEKOTOPBIX 1IEHTPaX UCIIOTH30BATN
HETIPEPBIBHOE MOJKOXHOE BBEICHIE MHCYJMHA C TTOMOIIBIO MHCY-
JIMHOBBIX TIoMII [9].

O6HapyXeHHbIe MyTallu B TeHe KCNJ 11 oTKpbUIH GOJIbIIIME
MepCIeKTUBH B coBepiieHcTBoBaHuU Tepanuu HCI ¢ mpumeHe-
HUEM IpernapaToB CyJb(GOHWIMOUYEBUHBI. JlaHHas Tepamnus oKas3a-
nach ycnemHoi y 90% GoNbHBIX ¢ MyTallMSIMU B JTAHHOM T€HE,
MPpUYEM HE3aBUCHMMO OT JUIUTECJIbHOCTU UHCYJIUHOTEpANuU, B TOM
yuciie u yepe3 MHoro JieT nociie manudecraunu HCJI. Paskova
(2006) ommcana aBa caydasg [THC/, cBsI3aHHOTO ¢ MyTaLMsIMU
BreHe KCNJ11[7].Y onHoro u3 60JbHbBIX OblJIa BbIsSIBJIEHA HAU0O-
Jiee yacTo Bcrpeyvatoascs myrauuss R201H B KCNJ11. CaxapHblii
nrabet ObUT IMAarHOCTUPOBAH B Bo3pacte 6 Heennb (ypoBeHb C-Tier-
Ttuna coctasisi 0,25 mmonb/m). JleueHre pebeHKa MHCYITMHOM TTPO-
IoJrKanoch B TedeHue 10 eT. Y BToporo 6015HOTO ObLTa BBISIBICHA
HoBast myTtauusi B reHe KCNJ 11— H46Y/N. luarHo3 nuabeta ycra-
HOBJIEH B Bo3pacte 4 MecsitieB (C-nientun — 0,21 nmonb/m). Y nan-
HOro OOJBHOro, TIOMUMO JMabeTa, TakKxXke OTMeyYaluch
ouaTepanbHbIi 0JeaponTos, 3aAepkKKa YMCTBEHHOTO Pa3BUTHS
U pe3Kasi MblllieyHas c1abocTh. JIeueHre MHCYJIMHOM MPOBOAWIOCH
B TeueHue 12 ger. B 2005 r. uHcynuHoTepanusi y o00uX MalueHTOB
Oblj1a 3aMEeHEeHa Ha Mpernapatsl CyJabboHUIMOUYeBUHBL. Cpa3sy nociie
W3MEHEeHUs Tepanuu ypoBeHb C-TIeNTHIa Haval yBEIMIMBATHCS
(y mepBoro 6opHOTO € 0,5 TMOTB/71 10 1350 ITMOJTB /11, y BTOPOTO —
¢ 11,5 nmmonb/a go 800 mmoub/n). CrycTs MoJroaa JeuyeHus Tpe-
rnmapaTaMu CyJIb(MOHMIMOUYEBUHBI, ObLIO OTMEUEHO 3HAYUTEIBLHOE
VITydIIeHIe TIMKeMmdeckoro KoHTpons (HbA;, causmics ¢ 8,1%
no 4,7% y ogHoro naieHra, u ¢ 9,6% no 4,5% — y npyroro). Uc-
XOJisl U3 NaHHBIX, TTOJYYEHHBIX B aHAJOTUYHBIX MCCJIEIOBAHUSIX
[10-12], ObLI caenaH BBIBOMI, UYTO MOHOTEpAIIKs IpernapaTaMu CyJib-
(oHuamoueBuHbI 60s1bHBIX [THC/I, pazBuBilIeMCs BCIeICTBUE MY~
tauuu B reHe KCNJI11, ©Oonee s3pdekTUBHA, HEXeEIU
MHCYJUHOTEpanusi.

MHurepecHo, uro y naureHToB ¢ HCJI B coueTaHUU ¢ CUHAPOMOM
DEND, umeromux myrauuu V59M, R201C B rene KCNJ11, Ha-
3HAUYeHUE TIPEnapaToB CyIb(MOHWIMOYSBUHBI TPUBOIWIIO K YIIyU-
IIEHUIO0 HEBPOJIOTUYECKOI cumritomaTtuku. Hattersley A. ¢ coaBT.
MPOJEMOHCTPUPOBAIIU YeThbipe KnuHuueckux cirydass DEND-cuH-

poMa y JeTeil epBbIX JeT XKU3HU, MepeBOJl KOTOPBIX C MHCYJIMHA
Ha mpenapaTbl CyJb(GOHWIMOUYEBUHBI MPUBET K 3HAUMTEIbHOMY
YJIYUILIEHUIO WHTE/UIEKTYaIbHOTO W MOTOpHOro passutusi [13].
OTH npernapaThl MOTYT NMPOHUKATh Yepe3 reMaTosH1ehaTndecKuit
6apbep, cBs3bIBasich ¢ AT®-3aBucuMbiMKu K+ KaHaaaMu MO3roBoOit
TKaHU, YJTyqlliasi KOTHUTUBHBIE U TBUTATEIbHBIE (DYHKITNU.

Co6cTBEeHHbIE AaHHbIe

Hamwu o6cnenoBano 18 mereit ¢ HC/I B Bo3pacte oT 1 mecsiiia
1o 9 ner, u3 Hux ¢ THC/I nBa nauuenTa, ¢ [THC]/I Ha naHHBIIT MO-
MEHT JeCSThb MauueHToB, y mectu ¢popma CI He nuddepeHInpo-
BaHa. MoJieKyJIsipHO-TeHeThYecKoe ucciaenoBatue B reHe KCNJ11,
CBsI3aHHOE ¢ cyObeauHuLei Kir6.2, BHITOMHEHO Y 14 MalMeHTOB;
uccienoBanue cyobeauHuULIbl SUR I B HacTosiiiee BpeMsi poIoJIKa-
ercsl. Y oIHOro naureHTa ooHapyxeHa yactas mytauus Arg201His,
y BTOpPOTO MallMeHTa — HOBas, paHee He OINMUCaHHas MyTallus
1le284Phe — B TeTepO3UTOTHOM COCTOSTHUU. B 060mX cydasix Oblta
MPEATNIPUHSTA YCITeITHAs TIOTIBITKA TIepeBoa MallMeHTOB C MHCYIIH-
HOTepanuy Ha TpernapaThl CYITb(OOHWIMOYEBUHBI.

Kmanueckuii coyyvaii 1.

JeBouka B.A. or maTepu 47 net u otua 50 yser. Ponutenu 3m0-
poBbl. JlaHHasi 6epeMeHHOCTb — 15-51, mpoTeKaja 0e3 MaToJI0TUH.
Ponpl nsiThie, Ha 38 Heelle MyTeM KecapeBa CeYeHMs M3-3a Bo3pacTa
matepu. Bec neBouku nipu poxaennn 2460 r, poct 48 cm. Ot mep-
BOro Opaka mMmeeTcst Tpy 1eBouKu 21, 16 u 14 net (y mocieaHeii Bbl-
sgsiaeHa HTT ¢ 13 net), or naHHOro BTOpOro Opaka Mpeablayliuii
pebeHOoK (JIeBoYKa) yMep B BO3pacTe 3-X JHEU, pOAUBIIKCH B KpaiiHe
TSDKEJIOM COCTOSTHUM, TUATHO3 He ObLT BepudUIIMpoBaH (C poxiie-
nust Ha IBJT). ipyrue ciryqan HTT, CJ1 B ceMbe He BBISIBJICHBI.

HC/I ycranosieH B Bo3pacte 10 gHel, KOraa B TSKEIOM COCTOSI-
HUU IeBOYKA ObLJIa TOCTaBJIeHa B OTAEJIEHNE peaHUMAallUM JeTCKOM
MHGEKIMOHHON KIIMHIYECKO# 001bHULIBI N26 . MOCKBBI B COCTOSI-
Huu auabernueckoro keroamumosa (JAKA). M3 JIKA BeiBegeHa
MyTeM MHDY31HU TJII0KO30-COJIEBbIX PACTBOPOB 1 BHYTPUBEHHOI MH-
cyluHoTepanuu. [lanbHeilee oocaeqoBaHUEe U TOAOODP Tepanuu
npoBoauicst B M/IKB. KomnieHcaiys nocturayra Ha 6a3uc-00110¢-
Hoii Tepanuu Aktpanua+IIporadan B no3e 1o 2 Ea/kr Beca B CyTKU.
B Bo3pacte 3 Mecs1ieB — MOBTOPHAsT TOCTIUTAIA3AIIMSI C TTOI03Pe-
HMEM Ha TeMOPPAaruyecKuil BACKYIIHT.

ITpu noctymienuu Bec — 5750 r (+3290 r ¢ poxaeHus), npu
Beinucke — 5900 r. nukemust Ha cMecu «HyTpuiaoH» KpaiiHe jia-
OuibHa — OT 5,6 10 27 MMOJIb/JI B TeUeHUE CYTOK, KETOHEMMUSI
ot 0,2 mmonbs/1 — 1o otp. HbA |, — 8,3%. [1pu nmposenenun 59T
ObLTa BBISIBJICHA STMJIETITU(OPMHAST aKTUBHOCTD B BUIE PEIKUX
M30JIMPOBAHHBIX U CTPYIITUPOBAHHBIX KOMILIEKCOB «OCTpasi-Me/I -
JIEHHas1 BOJTHa» B BUCOYHO-3aThIIOYHBIX 00J1aCTSIX OMIaTepabHO,
0e3 yeTkoit tarepanu3anuu. [Tpu GoTOCTUMYIALNU — yMEPEHHOE
HapacTaHMe MPeACTaBIEHHbBIX 3JIEMEHTOB (PDOPMEHHBIX MAaTEPOB.
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Ha MHCYnuHOTepanuu B 6ontoc-6asncHom pexxume Aktpanuatpo-
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KAMHUYe K CAydamn

PebGeHoK ObLT 0CMOTPEH HEBPOJIOTOM: OTMEUEHbI MapOKCU3Maslb-
HbI€ COCTOSIHUSI B BUJE KPAaTKOBPEMEHHbBIX TOHUYECKUX HAIpPSI-
KeHU# B pyKaX, KJIOHWUYECKHUE IMOIEePTUBAHUS MUMHYESCKUX
MBI JTU1A. JInardo3: «cuMnToMaTudeckas snuiencust». CuH-
NIPOM JBUTATeNbHBIX HapymeHuii. Haznauen cupon JenakuH,
10 MT/KT/Macchl Tejia B CYTKHU C MOCJIEAYIONIeH KOPPEKIMEH T035bI.
BrIchimanust Ha Koxxe ObUTM BepUDUIIMPOBAHBI KaK ajlJieprude-
cKasl peakiius HesICHOI 3THOJIOTUM, UAaTHO3 «TeMOpparundecKuii
BacKyJIuT» He ToaTBepxkaeH. [Ipu mpoBeneHUM MOHUTOPHMHTA
rmukemuu ¢ momonipio CGMS (Continuos Glugose Monitoring
System) — rukemus 2,2 — 22,2 mMmoab/a (puc. 2). [1ocie kop-
PEKIIMHU 103bl MHCYJIMHA TuKeMus 5,5 — 13,8 MMoJIb/1 B TeueHUe
CYTOK Ha Oojwoc-0a3ucHoit cxeme AxTpanun+IIporadan
no 2,5 En/kr Beca.

[Mpu rocnutanu3anuu B Bo3pacte 6 MecseB JUIsi KOHTPOJIb-
HOTO HEBPOJIOTMYECKOTO 00CIeOBaHNS M KOPPEKIIMYU TepaITiu:
Bec 8300 r (+5840 r ¢ poxnenus), mimHa tejaa 65,5 cm (+17,5
C POXICHMUS), TIIMKeMUS OT 8,2 mo 19,8 MMOJIB/J1 B TeUCHHE CYTOK,
xertoHemus 0,2 Mmmonb/1 — otp. HbA |, 7,6%. Ha KoHTpoIBHOM
DOT: smmnenTudopMHast aKkTUBHOCTb B BUI¢ MHOTOUMCIEHHBIX
KOMIIJIEKCOB «OCTpas-MeIJIeHHasI BOJHa» B IpaBOii TEMEHHO-BU-
COYHOI1 00J1aCTH YaCTO C pacCIpOCTpaHEHWEM B BUE JJaTepaan30-
BaHHBIX U 11 dY3HBIX pa3psaaoB. [Tepuoanyeckoe HeEPETyasipHOE
3aMeJIeHUMEe B TEMEHHO-BMCOYHBIX 00JacTsIX ¢ MpeodiataHueM
crnpasa. [Ipu ®C GoTOCEHCUTUBHOCTU HE BBISIBIEHO. OCMOTp
HeBpoJiora: pedbeHoOK ¢ MUKpoliedanueit, 60Jbl10i POAHUYOK 3a-
KpBIT. Bo BpeMst ocMoTpa ObUT OMHOKPATHO MTPUCTYT pa3BeaeHUS
pyk mo turmy Mopo. Ipybas 3amepkka MOTOPHOTO Pa3BUTHS.
Onopsl Ha HOXKU HeT. [Tonyuaer KonBynekc. PeHtreHorpadus
yeperia: Ha peHTTeHOrpaMMax KOoCTell cBoja yepemna ¢opma ro-
JIOBBI MUKpoliedanndeckasi, Bl INIOTHO COMKHYTHI. Typeinikoe
celI0 OOBIYHOM KOH(MUTYpaALIMU, BCE SJIEMEHTHI €TO COXpaHCHHI.

Brina npoBeneHa KoppeKims 10361 KoHBYsIeKca ¢ MocTerneHHbIM
yBeJmueHreM 1o 11 Karieib yeThbipe pa3a B CyTKU. [JIMKeMust Tpu BbI-
nucke 5,6 1o 14,1 MMoJib/11 B TeueHUe CyTOK. MIHCymmHOTepanus AK-
tpanun+IIporadan Ha Goroc-6a3ucHoii cxeme 1o 1,5 En/kr Beca.

[Tpu MoONEeKyISIPHO-TEHETUYECKOM HCCIIeJOBAHUU B TEHE
KCNJ11, oTBeTCTBEHHOM 3a CyObeaMHUILY Kir6.2, oOHapyKeHa My-
tauust Arg201His B reTepO3UroTHOM COCTOSIHUM. B ceMumMecssyHoM
BO3pacTe peOeHOK MepeBeIcH Ha JISYeHHe TIPerapaToM CyIbhOHUIT-
MOYeBUHBI — MaHuHWI, 1,75 Mr 110 [] TabJIeTKX B TPU IpHUeMa repe
enoit — 0,3 Mr/KT Macchl Tesla. B TeueHMe OIHOM Hemen Teparnun
MaHVHWIOM MHCYJIUH OBUT OTMEHEH, JOCTUTHYTA KIMHUKO-MeTa-
oommmueckass komreHcanuss CJII B mapaMmeTpax, HETOCTYITHBIX
Mpu UHCYAWHOTepanuu: 7,2—11,3 MMOIb/I B TeYeHHUE CYTOK.
CGMS — nokaszateld INIMKEeMUM Ha MaHuHuie ot 2,2
1o 13,0 monb/n (puc. 3). [Tpu Koppekimu 10361 MaHUHUIA TOCTUT -
HyTa ravkeMus 5,4—7,5 MMOb/J1.
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(0,3 Mr/xr) TpM paza B aeHb Nepes NPUEMAMM NULLK
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Puc. 4. Peaynstats CGMS y naumentku B.A. ¢ HC[] 8 Bospacte 11 mecsues
Ha aMabeTnueckoi aneTe U npenapare cynbdoHUNMo4eB1HbI — Ma-
HuHune 2,2 mr/cytku (0,2 Mr/kr) yeTbipe pasa B AeHb nepep npue-
MAMM UK.

[Mpu rocniuranuzamuu B 11 mecanes Bec: 8050 1, poct: 71 cMm,
SDS pocra — 0,75, UMT: 16,1, oKpy*XHOCTb roJI0BbI — 38,5 cM. [n-
kemus: oT 4,1 10 7,5 MMOJIb/J1 B TeUEHUE CYTOK Ha (oHe TpueMa
ManuHuna 2,2 Mr/cyTku — B YeThIpe npueMa nepen efaoii (0,2 mr/kr
Beca). CGMS — noka3saTenu rMKeMuu Ha MaHUHUIIE COOTBET-
CTBYIOT HOPMOTJIMKeMUU (puc. 4).

B 11 mecaues HbA,. — 5,0%. Hesponorunyeckuit cratyc —
6e3 narojioruu. ITo B3I pernoHaabHBIX U3MEHEHUI 1 STTUJICTITH-
(opMHBIX MaTTEepPHOB He BEIsIBIIEHO. [1oTydaeT mpoTHBOCYIOPOXK-
Hylo Teparmuio ¢ xopomuMm 3dddekrom. CoxpaHsercs
MUKpoledanus.

Jlanee npu ocMOTpax Kaxjble LIeCTb MecsleB 10 2 jgeT HbA,
B nuHaMuke 5—5,5%, noza ManuHuia ObUla CHIDKEHA 10 1,3 Mr
B cyTku B Tpu nipueMa (0,1 Mr/Kr macchl Tesa B cyTku). HeBpoJio-
TUYECKUI CTATYC U TICUXOMOTOPHOE PA3BUTUE — C BBIPAXKEHHOMU MO-
JIOXKUTEIbHOU AMHaMUKOM. Cylopor U UX 9KBUBAJIEHTOB He ObLIO.

Knunnyeckwuii cyyaii 2.

JeBouka A.M. 10 siet (puc. 5). U3 aHamMHe3a U3BECTHO, YTO OTell
W JIs171s1 TIO OTLIOBCKOM JIMHUM OOJIbHBI cCaXapHbIM A11a0eToM 2 TUTIa.
PebeHok ot TpeTheit 0epeMeHHOCTH, MPOTEKaBIlei 0e3 OCI0XHe-
Huii. Ponbl cpouHbie husunonornueckue, npu poxaeHuu sec 3000 r,
poct 52 cMm.
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Puc. 5. Maumentka A.M., 10 net
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KAVMHNYECK CAYyYQ

B Bo3pacrte 4 MecsileB NMOSIBUIIOCH 11IeIyIIeHUe B 00J1aCTU SIr0-
nuil. [Tpu o6cnenoBaHum ObL1a BbisiBIeHa riukeMust 11,0 MMoJib/J1.
PebeHoK ObLT rOCIUTATM3UPOBAH B 9HIOKPUHOJIOTMYECKOE OTAEIe-
HMe, Ha3HavYeHa Teparusi MHCYJIMHOM AKTpaIv TP pa3a B CYTKH,
no3a Hen3BecTHa. KOHTPOJTb TITMKeMUY TIPOBOUIICS pa3 B HEZETIO.
WNucynuHoTtepanus mpoposskanach 4eTbipe Mecsiia 10 BOCbMUMe-
CSIYHOTO BO3pPAcTa C TEHACHIINEH K CHUXKEHUIO TIIMKEMUH U JO3bI
WHCYJIWHA, TIOCTIe YeTO, B CBSI3U C TIOCTOSTHHBIMU TUTIOTJIMKEMUSIMHA,
WHCYJIVH ObUT TIOTHOCTBIO OTMeHeH. [1pu KOHTPOJIbHOM orTpeesie-
HMU caxapa B KpoBHU (pa3 B TPU Mecsilia B TEUeHUE Toa) TT0Ka3aTenu
HaXOJWJIUCh B Mpejeiax HopMbl. B BozpacTte 6 jieT mocsie BCKpbITHsE
abCcLeANPYIOLIEro s]YMEHsI BEpXHEeTo BeKa 3a(puKCUpOBaH MOBbI-
LIEHHBI YPOBEHb TTMKeMUM — 9,6 MMOJIb/J, alleTOH U caxap
B Moue. bbL1 ycraHoBiieH auarHos: «CJII1, BriepBbie BbISIBJIEHHbI»,
pebeHoK HarnpasieH Ha oocienoBaHue B PIKDB no mecty xuresb-
ctBa, rae nuarHo3 CII1 Ob11 moaTBepKAeH, XoTs aHTuTena K GAD,
IAA, ICA He o6HapyxeHsl, C-tienitun — 1,04 ar/mi (0,5—3,2). Ha-
3HaueHa uHcymHotepanust: Jlantyc 4 En/cyr.

BriepBrie B MHCcTUTYTE MeTcKo sHmOKpuHOI0rMK DHII 06cme-
noBaHa B Bo3pacte 9 yet. O6bexTuBHO: pocT — 143,7 cm (SDS +
1,97), HbA ;. — 7,9%, npu mpoBeneHNN TecTa C IMUIIEBOI HArpy3Koi
ypoBeHb C-mnentuaa: Ha 0 MmuH. — 0,96 Hr/ma, Ha 30 MUH. —
1,2 ur/mia, Ha 60 mud. — 1,8 ur/miu, Ha 90 muH. — 1,8 Hr/mi,
Ha 120 muH. — 1,4 Hr/ma. [1pu mpoBeeHUU TeHETUIECKOTO HcCie-
noBaHust B reHe KCNJ11 BoisieneHa mytauus lle284Phe B retepo3u-
FOTHOM cocTosiHuu. [lpu mocneaywoleid rocnuraaiu3aluu
B 10-neTHem Bo3pacte HbA . — 8,1%, ypoBeHb riiukeMuu — ot 8,9
1o 14,5 MMmonb/a, no3a uucyiuHa — 10 Exq B cyTku. YuuTsiBasi no-
JTIydeHHBIE Pe3YJIbTaThl TeHETUIECKOTO NCCIIEIOBAaHNST, peOSHOK ObLT
TepeBeieH Ha Teparuio MpernapaTtoM CyJIbMOHMIMOUEeBUHBI MaHU-
HWIOM B 103¢ 5,25 Mr/cyT., o 1,75 mMr Tpu pasa B AeHb. [Tocie me-
peBoJa OTMeueHa cTabuIn3alns oKas3areieil TMTMKeMUN B TeUeHIe
CcyTOK — OT 5,1 1o 8,7 MMOJIB/J1.

O6cyxpaeHue

YcranoBnenue myrauuii B rene KCNJ11 v cBsI3b JaHHOM MyTa-
uuu ¢ 9GdeKTUBHOM Tepanueil mpenapaTaMu cyaIbGOHUIMOYEBUHBI
npu HCJI moucTrHe yauBHUTEIbHA, TTIOCKOJIBKY BIIEpBbIe OblIa MO-
KazaHa BO3MOXHOCTb Tepanuu Haubosiee TsKeJaoi hopMbl caxap-
Horo nuabera — HC]I mnepopanbHbIMU MOpenapaTamMu
¢ 3¢ deKTUBHOCTBIO, TpeBocxoAsel 3MEKTUBHOCTh UHCYJIUHO-
Tepanuu.

B Hammx HaGMONeHUSX BBISIBIIEH JOCTATOYHO HU3KUI TIPOTIEHT
mytauuii B reHe KCNJ 11110 cpaBHEHMIO ¢ 3apyOekKHBIMU JaHHBIMM.
Bo3moxHo, mogodHoe pacnpeneieHre XapaKTepHO sl PyCCKOM Mo-

nyasuun. OTCYTCTBUE MCCAEAOBAaHUN MyTalMil B cyObeauHULIE
SURI v HeOObIIOM 00beM I'PYIIbLI HE MO3BOJISET MOKa clesiaTh
6oJiee orpeneIeHHbIe BIBOIBI.

[TepBblii cyyaii yeneiHoro nepesona pedbenka ¢ HC, umero-
ero mytaiuu B reHe KCNJ11, Ha ipenapaT cyJbOOHUIMOYEBUHBI
B Hatleii ctpaHe 6611 ipon3BeneH O.A. ManuesckuM [ 14]. Mbl ipen-
cTaBWIM 1Ba HabmoaeHus ciydaeB HCJI, korma ycrnenHslii epeBoI
OBLT OCYILIECTBIICH B Bo3pacTte 4 MecsitieB 1 10 JIeT COOTBETCTBEHHO.
[Tpu 3TOM B IepBOM ciIyuyae mepeBo ObLT OCYIIECTBIICH y pebeHKa
¢ [THCJI ¢ TsKenpIM JIaOMIIbHBIM TeUeHUEM, OOJIBIION TTOTPEOHOCTHIO
B uHcyauHe 1 DEND-cunnpomoM, ¢ MoJ0XUTEIbHON TMHAMUKOI
B OTHOIIIEHUH KaK MIMKEMUYECKOro poduisi, TaK U HEBPOJIOTMYe-
cKoli cuMmnTomaTuku. Bo BTopom cityuae nmen mecto THC/I ¢ no-
BTOPHOI MaHudecTaleii B Bo3pacte 6 JieT, MSITKUM TeYeHHeM
¢ HeOOJTBIIION MTOTPeOHOCTHIO B MHCY TMHE. OIHAKO TepeBo/I Ha Tepa-
IO CYTh(OHMIMOUYEBUHHBIMHU TIpeTiapaTaMiy ObLT IIPOU3BEICH CITy-
CTS1 IECSITh JIET OT MepBoii MaHUdecTauy 3a00ieBaHuUs.

3akniouyeHme

Bce natrieHTh ¢ MaHUbecTalMel caxapHOTo uabeTa B BO3pacTe
110 6 MeCsILIeB HYKIaI0TCSI B MOJIEKYJISIPHO-T€HETUYECKOM HCCIIeNO0-
BaHuu reHoB KCNJ11, ABCCS, He3aBUCUMO OT HACTOSIIIEro BO3-
pacra.

B ciyuae oGHapyXeHUsI MyTallMy B JaHHBIX F'eHaX HEOOX0IMMa
TMOTIBITKA ITepeBO/ia Ha Mpernaparhl CYJIb(MOHMIMOYEBUHBI KaK OMH
13 Haubosiee 3(PHEKTUBHBIX METOIOB JICUEHMUSI.
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