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IOCJIE/JHIE TOfIbl HAKAIUIMBAETCsl Bce OOJIbIIE JAHHBIX, CBUJIC-

TEJILCTBYIOIIMX O 3HAYNTENILHON F'€HETHYECKOH TeTePOreHHO-

CTH CaXapHOTro AnabeTa, BO3HUKIIETO B JIETCKOM 1 HOAPOCTKO-
BOM Bo3pacre. bypHoe pa3BuTHE MOJNEKYJISPHOR TeHETHKY TTO3BOIIMIIO
pacumdpoBath psj| FeHETHYECKHX 1e(EKTOB, JIEXKAIUX B OCHOBE pa3-
BUTHSI PA3JIMYHBIX FTEHETHYECKHUX CHHIIPOMOB, UTO JIA€T KJIFOU K MOHU-
MaHHIO MEXaHU3MOB UX PA3BUTHS 1 BepU(UKALMH IUATHO3A.

Ha 32 u 33 xonrpeccax MexayHapoHOro oblecTa 1o usyde-
HUIO caxapHoro uabera y geteit u mofpoctkoB (ISPAD) 6butu mmpo-
KO IPeJICTaBIIeHbI pabOThI, TOCBSIICHHBIC PA3INYHBIM F€HETHYECKIM
CHHJIPOMaM, acCOIMMPOBAHHBIM C CaXapHbIM AUA0ETOM, 1 OOHapy-
SKEHHBIM F'€HETHUECKUM MYTAIUSIM, OTIPEIENSIOINM UX Pa3BUTHE.

B pabore T.G. Barrett (BupMuHreMckuii yHEBEpCHUTET, Bemmko-
Opuranns) «[EHETHYECKIe CHHAPOMBI M CaXapHbI TradeT» ObUIN OIi-
CaHbI 4 CHHAPOMA, B CTPYKTYPY KOTOPBIX BXOIUT CaXapHbIi ualeT: CHH-
npoM Bombdpama, Yomnkor-Posuticona, Pomkepca u Anberpema [1].
CunpgpoMm Bonbdpama (DIDMOAD-cunapom — Diabetes Insipidus
Diabetes Mellitus with Optic Atrophy and Deafness): kiumHmIecKu
XapaKTEepU3yeTcsl CUMITOMAMH CAaXapHOTO M HecaxapHOro niuadera,
nporpeccupyomieil atpouenn 3purenbHoro Hepsa. C TEpBbIX JIET
SKI3HU Pa3BUBAETCS JIBYCTOPOHHSISI HEHPOCEHCOPHAst TiTyX0oTa. OnicaHbl
TaKXe KaTapakTa, MMTMEHTHAs JlereHepalysl CeTYaTKM, aTHIMYHAs
cuepoOIIacTHas aHeMusl, HEYCTONUMBAsl TOXojKa. MoJeKyIsipHO-TeHe-
THYecKn onpepessiercss myranusi B reHe WES1 (WFSI-ren, konTpornu-
pyroimii cuaTe3 Oenka BoJb(pamun. Jlokammzamusi — 4pl6.1). T
HAcJeJOBaHMUsl — ayTOCOMHO-pelieccuBHbIl. CHHAPOM YOJUIKOT—
Pommcona mpejicraBisieT co0o¥ CoueTaHne HEOHATAIBHOTO radeTa,
MOPAsKEHUS! IEUCHH, CKEJICTHO! JIUCIIA3MN U YMCTBEHHOU OTCTAJIOCTH.
Myrarust o6Hapyxena B reie EIF2AK3 (EIF2AK3-ren — Eukaryotic
translation initiation factor 2-alpha kinase 3 gene. Jlokammsanust — 2p12).
Cunpipom Pokepea xapakTepu3yercs: TpHaioil MPU3HAKOB: CaXapHbIi
nrabeT — MHCYJIMHO3aBUCUMBIH, CHAEPOOIIacTHAST aHEMUSI I HEHPOCEH-
COpHasl ITTyX0Ta, pa3BUBAIOILAsCS B Bo3pacre 10 5 jet. [IpuunHon nau-
HOro 3aboJieBanus sinsiercst mytanyst B rede SLC19A2 (SLC19A2-reH —
Solute carrier family 19 (thiamine transporter), member 2. JTJokanuzanust
- 1q23.3). Cungpom AJbCTpeMa TPOSIBIISIETCS TIOSIBJICHAEM HHUCTarMa u
CBETOOOSI3HN Ha 1-M TOy >KU3HH, HAOIIONAETCs CHIKEHNE [IeHTPATbHO-
ro 1 nepuepruyecKoro 3peHusi, KOTOpoe MPOrpeccupyeT u K 7 rofgam
MOXET MPHUBECTH K CJIENOTE, BO3MOXKHA KaTapaKTa; XapaKTepHO IMpo-
IPECCUPYIOLIEEe CHIKEHUE CITyXa; C PAHHETO JETCTBA OTMEYAETCs OXKH-
peHue; nociie myGepTaTHOrO Mepruoya MOSIBISIIOTCS IPU3HAKK CaXapHO-
ro auabera — MHCYJIMHO3AaBHCUMOTO M HepponaThy, NPUBOMAIIEH K
MIOYEYHON HEIOCTATOYHOCTH; IIOJIOBOE PA3BUTUE HOPMalbHOE, OOHApY-
KMBAETCS MOBBIIICHNE YPOBHSI FOHAJOTPONMHOB B MOYE; MHTEIUIEKT
00bI19HO coxpateH. [ToprBepskaeHa myTanusi B rese ALMS1 (ALMSI1 -
Alstrom syndrome gene. JTokanuzanust — 2p13).

B noknane obpaijaercss BHUMaHHE Ha HEOOXOMMOCTD MPaBHIIb-
HOII IMArHOCTHKH JIAHHBIX COCTOSIHMUI, & TaKKe MepecMoTpa Kilaccu-
¢ukauy caxapHoro auabeTa ¢ y4eTOM 3HaHWS FeHEeTHYECKNX IaTo-
noruit. UHTepecHo, 4To 4acToTa BCTPEYaeMOCTH ONMCAHHbIX 4-X CHH-
JPOMOB HEYKJIOHHO PacTeT, YTO, BEPOSITHO, CBSA3aHO C YIIydIIEHHEM
AMArHOCTUKHU. ABTOP NPUXOUT K MHEHHUIO, YTO UAOET CTAaHOBUTCS
OJIHMM U3 CHMIITOMOB HEKOTOPBIX COCTOSIHHM, YTO BJIEUYET 3a COOOI
HEOOXOIMMOCTh YTOUHEHUsI «IIOATHUIa» AmadeTa ¢ IEeNblo BbIOOpA
NPABWIBHOM JIMarHOCTHYECKON U TEPANeBTHYECKON TaKTUKH.

MHorue paboTsbl, PeCTaBICHHbIE Ha KOHIpecce, ObLIIM OCHOBAHbI
Ha eIMHUYHBIX HaOmonenusix. Tak B padote B. Rami (Benckuit meju-
[MHCKU YHUBEPCUTET, ABCTPHsI) ONUCAH CIyJail aTUIIHIHOTO TEUCHNST

(oupexmop — akademux PAH u PAMH U.U. [ledos)

IPEX-cunppoma [8]. IPEX-cuHiapoM — 3T0 pefikoe 3aboJieBaHMue,
OOBIYHO 3aKaHYMBAIOIIEECS CMEPTHIO Ha INEPBBIX MeECsLaX >KU3HHU.
Cpeny KIMHIYECKNX MPOSIBIICHAN AaHHO! NaTOJIOTHH MOXKHO BbIfie-
JIMTH paHHee Pa3BUTHE CaXapHOTO AmabeTa, XPOHMUYECKYIO AHapero ¢
aTpoduell pECHUTYATOrO SMUTEIHS, IK3EMY, AaHEMHUFO, TPOMOOIUTOIIE-
HUIO, THPEOUIUT U IIOBTOPHBIE UH(eKuu. [JIs1 JaHHOTO 3a00JIeBaHus
xapakrtepHa MyTamust B rene FOXP3 (FOXP3-ren — Forkhead box P3
(scurfin). Jlokammsamust — Xp11.23-q13.3). B npeycraBineHHol padore
OBIJIO ONNCAHO TEUEHWE JJAHHOTO CHHApoMa y OosbHOro 20-TH JIET.
B Bo3pacre 7 MecsieB ObLTa BbISIBIECHA Auapesi (THCTONOTMYECKH —
aTpohsi PECHATYATOrO SIUTENNs), B 4 rofga y peGeHKa pa3BHIICS
ayTOMMMYHHBIV T€NaTuT, B 18 eT MaHugecTHpoBa caxapHbIil iabeT
1 Tuna. [lannast KmuHIYecKast KapTrHA Mo3BouIIa 3anofo3puts [IPEX-
cuHAPOM. Bb110 MpoBeneHo MOJIEKyNSPHO-TEeHETHIECKOEe UCCIIe0Ba-
Hue — BbIsiBeHa MyTanust B FOXP3 rene. bpar nanuenra noru6 Ha
lrony >XKu3HM OT cencuca. ABTOp TNpeArnojaraeT, 4To CyLeCTBYET
HEKHI1, IOKa HEM3BECTHBIN MMMYHHBIN (PaKTOp, KOTOPbIIl, BO3MOXHO,
HOBIHSUT Ha 60JIee MATKOe TeYEHUE 3TOr0 CMEPTEIILHOTO 3a00JIeBaHUs.

M. Mihu (MenuuyHckmit yauBepentet «Carol Davila», PymMbrams )
npencrasun padoty: «Cuaupom Kepre-Coepa (KSS) [5]. duarHoc-
TUYECKUI TIOUCK B OHOM ciy4yae». KSS — aT1o MUTOXOHppuanbHas
MUOIIATHS, XapaKTEPU3YIOIIAsCS CIEYIOIIMHI KIMHUYECKIMH CUM-
NTOMAaMH: IPOrPECCUPYIOIEH XPOHMUYECKON O(PTATBMOIUICTHEN, TTHT-
MEHTHOM JIeTeHepalyenl ceTyaTky, KapiHOMUOIIATHEN, PA3IMYHbIMU
TOPMOHAJILHBIMI HApyLICHUSMU H caXapHbIM AumabeToM. Berpeua-
I0TCs1 caMble pa3HooOpasHble nopaxkenus: CJI, 3ajiep>kka pocTa, THIIo-
napaTupeo3, MHUOIATHS, ABYXCTOPOHHSSI HEHPOCEHCOPHAs TIIyXOTa,
KaTapakTa, AeMeHIus U fip. Pa3muynble HapylieHus B MUTOXOHAPH-
anpHOI [TIHK BiiekyT 3a co60I1 HalluKe COOTBETCTBYIOMIETO (DEHOTH-
na. Onmcan 15-7eTHUI MaJIb4MK CO CIIEAYIOIIEH KIMHIYECKO! KapTH-
HOM: 3ajiep>kKa pocTa (IerIUT TopMOHa pocTa), OpTaIbMOIUIETHS,
6repaponTos, MEOTIATHSI, HEHPOCEHCOPHAsT TYTOYXOCTh, Iiepedpaib-
Hasl aTakcusl, HapylIeHNe CepAeyHON MPOBOAMMOCTH, THIIONAPATH-
peo3, caxapHblil fuabert, runepanbrocreponnsm, XITH. M3HauanbHo
U3 9HIOKPUHHBIX PACCTPOMCTB Yy GOJNIBHOIO HAOIIONANNCH HEJOCTa-
TOK TOPMOHA pOCTa, THIEPalbJOCTEPOHU3M H TUIONAPATHPEO3.
Hecmorps Ha Hanmmuue 6iedaponTosa u Nporpeccupyrolei sHueda-
JIOMHMOTIATUM, NEPBOHAYAIBHBINA AuarHo3 Obul He KSS. Yrounenue
JAMarHo3a 3aTsHyJIoch Ha 3 rojia. [luarHo3 ObUI yCTaHOBJIEH, KOTja y
pebenka manugecruposan ClI. C nomouisto TP 6pu1n nopreepx-
nens! HapymmeHns: B MutoxonapuansHon [JHK. Ha 9xoKI 6511 BbIsIB-
JIeH TIPOJIANIC MUTPANIbHOTO KianaHa. Chesian BbIBOJI, UTO, HECMOTPSI
Ha PEKOCTh JJAHHOM NATOJIOTUHU, AUArHO3 MOXKET OBITh IPOCTO yCTa-
HOBJICH IIPH HAJIMUMK KIIACCHYECKON TPUafbl: O(PTAIbMOIUIETHSI, [IUT-
MEHTHasl peTUHONIATUs ¥ pa3BuTUe 3a6omneBanus jo 20 net.

1. Kantor (Josa Andras Hospital, BeHrpusi) omucai KIHHIIECKYIO
KapTHUHY, pa3BUBAIOLIyIOcs BellefcTBue Myrauuil reHa BETA2/
NeuroD [4]. BETA2/NeuroD1-reH OTBETCTBEHEH 32 Pa3BUTHE MO3TO-
BOW TKaHH U TIOKEITYJOYHON KeJie3bl. B onbITax Ha MbIIIaxX BbIsBIIE-
HO: TIpU TIOTEpE AAHHOTO TeHa OTMEYaloTCs: INIyXOTa, HapylleHne
KOOpJAMHAIMY, PETUHOIATHS, caxapHblil fuadeT. OmucaH GONBHOM,
CTpajjalollfil MepMaHeHTHbIM HeoHaTanbHbIM CJI, pa3BuUBIIIMCH
Benepcreue Hapymennil B BETA2/NeuroD1- rene. [Tomumo CI1, 6b15m1
TakXe BBISBICHBL CHHIPOM [leHam—Yokepa, TyroyxocTb, aTakcus,
Iuapesl HESICHOTO TeHe3a, 3afiepsKKa YMCTBEHHOro pasBHTHS. IIpu
o0cneoBaHy He ObLIO BBISIBICHO MOpaxkeHust ceTdyaTku. Cembs
GOIILHOrO He 00CIIE0BaHa, U3BECTHO JIUIIb, UTO Y OTIA HAUEHTA IPU
nposepennn OI'TT ompepensieTcst pe3UCTEHTHOCTh K TUIIOKO3€, a Y
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cecTep-OJIM3HENOB BbISBJICH I'€CTAIMOHHBIN fnadeT. [eHeTHueckoro
TECTUPOBAHUs POJICTBEHHUKOB ITOKA HE TPOBOJUIOCE.

MHorue aBTopbl OTpa3uiIu B CBOMX paboTax pa3HoOOpa3ue KIIMHY-
YECKUX MPOSIBJICHUI OJHOrO M TOro ke cunppoma. E Lombardo
(YuuBepentet . Meccuna, ViTanmist) onucai ceMeiHbIi Cllydail CHHIPO-
Ma Bonbpama, B KIMHIYECKOH KapTUHE KOTOPOTO, IOMUMO OCHOB-
HBIX COCTABIISIIOILMX, TIPUCYTCTBOBAIM TAKXKe PA3JINUHbIE NMOPAXKEHUS
cepfievHo-cocyancTol cucreMsl [14]. OGcnenoBaHa CHIMIIHICKAS
ceMbs, B KoTopoii noiHast popma DIDMOAD-cunpipoma o6HapykeHa
y 7 neteit (3 neBOUKHM 1 4 MabunKa). Bee manmeHTh! IMeIn IByX 00X
NPEIKOB U ObLTH POXKJICHBI B 3-X OJIM3KOPOJICTBEHHBIX Opakax (poju-
Ten ABOOpofHbIe cndchl). [Tpn cekBenupoBanmu rena WFESI, y Bcex
GONBHBIX OOHapykKeHa TOMO3WTOTHasi MyTanus B 8 ak3oHe. OfHa u3
MAIMEHTOK OIIepPHPOBaHa 110 HOBOAY TeTpabl Paiwio, y ABYX ee cHOCOB
3aperUCTPUPOBAHA CHHYCOBasl TAaXUKApPAHS NOKOS, YTO BEPOSITHO,
MOXKeT ObITb IPOSIBIICHHEM aBTOHOMHOH Kap/IMOBACKYJISIPHON HEHpO-
[IATHH, Y IPYroro peGeHKa BbISBIICH 3HAUUTEIbHBII ePEeKT MEXIpe-
ceppHoOil neperopojiku. ITofgoOHbIe HAGMIONIEHNS yKe OIUCHIBAIIKChH B
nuTeparype. ABTOp MOJIAraeT, YTo CepfieyHble Malb(opMaliil MOTYT
TaKXe SIBJISATBCS Pe3yJIbTaTOM FeHeTHYecKHX monoMok WEST.

Eme opHa crarbsi, HOCBsilIieHHas: cuHApoMy Bombgpama, npen-
craBieHa P. Nakavachara (Yuusepcurer r. Banrkoka, Tawmramnp).
Omnmncano coyeranne DIDMOAD-cuHipoma ¢ IByCTOPOHHAM THPO-
He(po30oM, THpOypeTepoM 1 nonmypuei [15].

JlaHHbIe HAOIOACHNSI B OYEPEJHON pa3 MOAYEPKUBAIOT TeTEPO-
TEHHOCTb KIIMHUYECKUX MPOSIBIICHUI T€HETHUECKUX CUH[POMOB, 4TO
TOBOPHUT O HEOOXOAUMOCTH OoJiee MOAPOOHOTO M3yueHHs! (PYHKIWMH
TEeX WU MHBIX T€HOB.

HeyknoHHO pacTyuuil HHTepeC K FeHeTHIECKUM IIPEIIOChLIKaM
B Pa3BUTHHU CaxapHOro guadeTa OOYCIOBIIEH HE TOJIBKO KEeJIaHHEM
YIIy4IIeHUs] paHHEN JIMarHOCTHKM, HO ¥ HEOOXOMMOCTBIO Tof0opa
aJIeKBATHOH TEepaluy C YYETOM MMEIOIIMXCS 3HAHUH 3THUOJOTHM U
[aToreHe3a JaHHON MaTOJIOTUH.

Cpasy HEcKOJIbKO paboT ObIIM MOCBSIIEHb! IOHOLIECKOMY MHCY-
JIMHOHE3aBUCHMOMY caxapHomy radety (MODY). Tak Ha3bIBaeMbIit
«TO3IHAN TrabeT MOMOABIX» — maturity-onset diabetes of the young —
00LEeANHSET HECKOIBKO BApUAHTOB WHCYJIMHOHE3ABUCHMOTO caxap-
HOro imabeTa ¢ ayTOCOMHO-JOMUHAHTHBIM HacllefloBaHueM. Bee onn
XapaKTEePU3YyIOTCs YMEPEHHON JUC(YHKIMEH B-KIETOK, HAYallOM B
MOJIOIOM Bo3pacte (0OBIYHO JIO 25 JIeT), OTCYTCTBUEM KETOHEMHUU H
UHCYJIMHOpE3UCTEHTHOCTH. [Ipu jaHHOM Tune AuadeTa B OGOJIBILINH-
CTBE CIIy4aeB He TpeOyeTcsl MHCYJIMHOTEPANNI U OTMEYaeTCsl XOpOo-
111ast KOMIIEHcals Ha (pOHe JIeYeHHMs! pernapaTaMi CyIb(OHmIMOYe-
BuHbl. N. Datz ([JunaGeTwdyeckuil LEHTp HeTell M TOAPOCTKOB,
Tepmanmst) [11] B cBoel paGoTe MpefCTaBII KIMHAYECKAE KPATEPUH
U1 MOJeKyIIsipHO# imarHoctuk MODY. [InarHocTika MOHOT€HHBIX
¢opm caxapHoro pguabera y aereil U MOJPOCTKOB YacTO ObIBAET CIIy-
YailHOI, 4TO CBSI3aHO € BapualGelIbHOCTHIO KIMHNYECKHX MPOSIBIICHUIT
1 HEOOJBIINM OIBITOM Bpayeil B aToil obuacti. [JaHHOE nccienoBa-
HHe OBIJIO TOCBSIIEHO YCTAHOBJICHUIO KIIMHMYECKUX IMapaMeTpoB,
JAIOIMX OCHOBAHME JJISl MOJIEKYJISIPHON AMAarHOCTHKY IOHOLIECKOTO
MHCYJIMHOHE3aBICUMOT0O CaXapHOro AuadeTra. Beiienensl ciefyormue
KPHUTEPHH: OTPULATENILHBIN QHAIN3 Ha CHEHU(UIHBIC IS AyTOUM-
mynHoro CJI antutena B fne6iote 3ab6osnesanus, Hanuuue C[I B pony,
HU3Kasi WM yMEPEHHasl HOTPeOHOCTh B MHCYIIMHE CIIYCTSI TOJ| IOCiIe
MaHugecramuu auadera. M3 292 obcneoBaHHBIX MalMEeHTOB, 39
UMeJIH OTpULATe IbHbIA aHanu3 Ha AT u nuins 8 oTBevanu BceM TpeM
KpUTEpUsIM 1 ObLIIN BKITIOUEHBI B HccienoBanue. [IpoBopuiock Mose-
KyJsIpHO-TeHeTIYecKoe ncciefoBanne reHos HNf-4alfa (MODY 1),
rmokoknHassl (MODY 2), HNF-lalfa/TCF-1 (MODY 3), HNF-
1beta/TCF-2 (MODY 5).Y 5 u3 8 narmeHTOB (63 % ) OBIIII BBISIBICHBI
pa3iMYHbIe TeHETUYECKIE TOJIOMKH (Y 2 TallMeHTOB INarHOCTHPOBAH
MODY2,y 2 - MODY3, n y ogaoro MODYS5). CI] y 3Tux G0JIbHBIX
neGrotpoBan B Bo3pacte 10,6+5,3 met, ypoBeHr HbA1c cocTaBmsin
8.4+3,1%, NiIMTeIbHOCTE 3a00JIEBAHuUS JO MOMEHTA ITOCTAaHOBKHM JIAar-
Ho3a MODY 3.3+3,6 ner, norpe6HOCcTh B uHCyiuHe 0,44+0,17
Ep/kr/cyt. ITocie MOJIEKY/ISIPHO-TEHETHIECKOIO UCCIIEJOBAaHMUsl MHCY-

mHOTepanus y 6ombHbIX ¢ MODY 3 6plTa 3aMeHeHa Ha caXxapoCHU-
>Kalolyie TepopalibHble CpeficTBa. B 3akmrouennn cBoeil paGOThI
aBTOp TNONYEPKUBACT HEOOXOAMMOCTH IIPOBEJICHUS] MOJIEKYJISIPHO-
TEHeTHYECKOI IUATHOCTUKH Y GOJIBHBIX, OTBEUYAIOIINX BCEM BbIILIEYKa-
3aHHBIM KPHTEPHUSIM, T.K. 9TO MOXKET IIOMOYb B PaHHEN JUarHOCTHKE
MOHOTreHHbIX (hopM C]I 1 NOBIUATH Ha OIOOP aIeKBaTHOM TEPAIIHHL.

Ewie onHa pa6ora, MOCBSIILEHHAS IOHOIIECKOMY MHCYJIMHOHE3aBH-
CUMOMY CaxapHOMY itabeTy, ObL1a IpeficTaBIeHa NCCIIEJOBATENISIMH 13
Cep6u [12]. Onmcan ximHEYecKnil cirydait 10-Ti JeTHEe! IeBOUKH C
MODY 3. Marsb peGerKa 1 fiefiyIiKa 10 MaTepHHCKOI JIMHAHN (TIorn6 B
asrycre 2006) crpapamm CJI, 1 ¢ ieTcTBa HAXOJMIINCH HA MHCYJIMHOTE-
panuy. YUuThIBask OTATOLIEHHYIO HACJIEJ[CTBEHHOCTb, MaMa JIEBOYKI
HpoBepmIa eil ypoBeHb riankeMut (B 10 J1eT), KOTOPBIN OKa3aJIcs ITOBbI-
IIeH, KaK Haromak (6,9 MMoIb/i), Tak u nocie ebl (16,2 MMOIB/m).
PeGeHKy mpoBefieH OpallbHbIi INIIOKO30TOJIEPAHTHBIN TECT, HA KOTO-
poMm MakcumanbHbIi ypoBeHb UPU mocturan 18,6 MEp/mit pn rimke-
mun 16,9 mmone/in. Aururena (GAD, anti IA2) ve BbisiieHbl. HbA1c
coctaBu1 79%. Mame n peOeHKY HNpOBEleH MOJIEKYJISIPHO-TeHEeTHYE-
ckuit ananmi3 rena HNF-1alfa, rje BbisiBiieH aeeKT, XapakTepHbIM 1715t
MODY 3. Hauaro nedeHne mpenapataMu cylb(pOHIIMOYECBHHBI (20
Mr/cyT), Ha (hOHE KOTOPOTO SIBHAS OJOKUTEIbHAS iuHaMuKa. Yepes 3
Mmecana tepani HbA1e causmics ¢ 79% no 5,8%, He oTMevasioch Hi
OJIHOTO 3MU30/Ia TUNoranKeMuil. Mama ieBOuKy Takxke Oblia IepeBe-
JeHa Ha Tepanuio CaXapOCHIDKAIONMMH MperapaTtaMy, 4TO TaKxKe
COTPOBOKAAIOCH TONOKUTETHHON TNHAMUKOW KIIMHUKO-TabopaTop-
HBIX TTOKa3aTeleil. ABTOPBI JaHHON CTaThU YTBEPKAAIOT, UTO JICUEHIEe
HU3KUMU l03aMi cyJib(onnamoyeBuHbl ipu MODY 3 moxer ObITb
9((PEKTUBHBIM He TOJBKO Y IETEH, HO 1 Y B3POCIbIX OOJBHBIX, IPEKHE
JUITENILHOE BPeMs HaXOSILUXCS Ha MHCYIMHOTEPAIIN.

B Heckombkux paboTax ObLIM IPEACTaBIICHbI CIydau HeOHATAb-
HOro nuabera, cBs3aHHOro c¢ Myrtamuenl B reHe.2 KCNJ11 (Kir6.2)
(KCNIJ11 - Potassium inwardly-rectifying channel, subfamily J, mem-
ber 11. JTokamazanyst — 11p15.1), 1, B yacTHOCTH, 3(p(heKTHBHOCTD JIeHe-
HMS JAHHOTO THUIIA CAXapHOTO JinabeTa ¢ MOMOIIBIO CYJIb(hOHIIMOYE-
BUHHBIX Tpernaparos. A. S. Slingerland (MHCTUTYT OHOMEIMIIMHCKUX 1
KIIMHIYECKUX HCCIENOBaHuil, BeankoOpuTanys) npencTaBimil padoTy
«Myranus B Kir6.2. n neuenne auadeta 1 HEBPOJIOTUIECKHUX HAPYILIe-
Hui» [10]. Bt onucan GosbHOM ¢ HamuuieM MyTanun VSOM B rese
KCNIJ11,xoTopast BiIe4eT 3a coO0i 3a/ICp>KKY Pa3BUTHSL, SMUIICTICUIO 1
HeOHAaTaJIbHbII AuadeT. Jleuenue cyIb(hOHUIMOUEBUHON ObLIO HAYATO
B Bo3pacre 1 roga 10 mec. Bputo oTMe4eHO yiydileHue riimKeMude-
ckoro kKoHTpoust (HbA1c=6,5%), ypexkeHue THIIOTINKEMIII ! YMEHb-
LIEHUE CyTOYHOTO KosieOaHus riimkeMun. Bmecre ¢ atuM 6b110 OTMeE-
YEHO YJIy4llIeHIe MOTOPHOro pa3Butus (cmyctst 1 Mec. mociie Havana
Tepanui peGeHOK Haval XO[UTS ), YIYYIIEeHAS] MEHTATbHBIX (PYHKIHIT
He ObIJIO BBISBICHO, CY[IOPOXKHbIEC NPHUIAJKN COXPAHWINCH. [JaHHbIIT
CITyyail IeMOHCTPHPYET BasKHOCTh PAHHEN TeHETHYECKON IMarHOCTH-
K11 3a060J1eBaHNUs M TIOATBEPXKIACT XOPOLIUE Pe3yIbTaThl JIEYEHNS HEO-
HaTaJIbHOro inadera ¢ MOMOIIBIO CYJIL(OHUIMOYEBHHHBIX IIperapa-
TOB, & TAKXKe MX BIMSHHE HA YIYYIIeHHEe MOTOPHBIX (DYHKIMH y AeTel
C 3a/IePXKKOH NICUXOMOTOPHOTO Pa3BUTHSI.

M. Paskova (Hderckuit rocmurans, CIoBaKusi) omucaia 2 ciydast
MepMaHEHTHOTO HeoHaTanbHOro uabeta (ITHC), cBsi3aHHOrO € MyTa-
msimu B reHe KCNJ11 [6]. Y oHoro u3 60ibHbIX ObLIa BBISIBICHA HAK-
Gonee vacto Berpevatomasics myrauus R201H 8 KCNJ11. Caxaphblit
nuabet ObUT BBISIBIIEH B Bo3pacte 6 Henelnb (C-nerrtuy = 0,25 nModIb/i).
JleueHue peGeHKa HHCYIIMHOM IIPOfjoJLKaoch B Teuenue 10 et Y Bro-
poro GombHOro Oblla BblsBIEHa HOBas MyTauus B reme KCNJ11 —
H46Y/N. TnarHo3 muaGeTa BbICTaBIEH B Bo3pacre 4 mecsmes (C-mem-
i — 0,21 mMosb/in). Y laHHOTO GOJIBHOTO, MOMUMO JiHabeTa, TakKe
OoTMeYaIuch OmiarepalibHblil OedaponTo3 M 3afiepskKKa pa3BUTHSL
JleuyeHne MHCYIMHOM NIPOBOMIIOCH B Tedenue 12 net. B 2005 . uxcym-
HOTepanus y 000KX NalieHTOB ObliIa 3aMEHEHa Ha IpernapaThl Cyibgo-
HunMoueBHHbI. Cpasy nociie n3MeHeHus Tepanuy yposeHs C-mentupa
Haval yBenmumBaThes (y meporo GombHOro ¢ 0,5 mMons/t o 1350
IMOJTB/JT, y BToporo — ¢ 11,5 Mmoss/n 1o 800 mvoms/m). CriycTst moaropa
JIEUCHHST CaXapOCHIDKAIOIMME TperapaTaMi ObUIO OTMEUEHO SIBHOE
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yaydieHne rimkeMudeckoro koutposst (HbA1e camsuics ¢ 8,1% fo
4,7% y opHOTO NarmeHTa, u ¢ 9,6% 1o 4,5% —y npyroro). icxoyist u3 aas-
HBIX, TIOJIYYCHHbBIX B 9TOM HCCIICJIOBAHNN, MOKHO CJIEIaTh BBIBOJI, UTO
MOHOTEparnus CylIb(hOHUIMOYECBIHHON GOJIBHBIX IEPMAHEHTHBIM HEOHA-
TaJILHBIM CaXapHbIM JI1a0eTOM, BOSHUKHYBIIINM BCJIE/ICTBUE MYTAIUN B
rene KCNJ11, Gosnee achpexTUBHA, HEXKEN MHCYIMHOTEPAIIKSL

HWccnenoBarenu u3 PymbIHIY TaK>Ke MPEJICTABUIIN ONMCAHNUE KITH-
HUYECKOrO Clly4asl IIEPMAaHEHTHOTO HEOHATAJIHOIO CaXapHOro Jia-
6eta, cs3aHHOTrO ¢ MyTanueil B reie KCNJ11 [16]. B cBoeit paGore
y4YeHbIE IMOYEPKHUBAIOT, YTO JaXe IPU OTCYTCTBHM BO3MOXKHOCTHU
MOJIEKYJISIPHO-TEHETHYECKUX TeCTOB, KinHnyeckne npusHaku [THCTL
MOT'YT CIIyXHTb HOBOJIOM U1l Ha3HAUCHUS CYJIb(DOHNIMOYEBHHBI.

S. Hofer (Mennmurckuit yauepeutet ©. MucOpyKa, ABcTpusi) [13]
OMICAJl CEMEWHBII Clyvall TPaH3UTOPHOTO HEOHATAJILHOTO InabeTa,
cBs3aHHOrO ¢ MyTarueit B reie ABCC8 (ATP-binding cassette, subfa-
mily C, member 8 (sulfonylurea receptor, SUR1), nokanusarusi —
11p15.1). B npepcraBneHHoi paGoTe onucaHbl cHOChI (pa3HUIIA B BO3-
pacte 6 JeT), y OTHOTO W3 KOTOPBIX TMIEPIINKEMHUS C SBICHUSIMHI
KeToalui03a Obl1a BIEPBbIE BbISBICHA B BO3pAcTe 7 HEJlellb, MHCYJIH-
HOTepanust IPOBOAIMIIACh B TeUeHue 4,5 MecsieB. Y BTOporo pebeHka
nuaber MaHu(ecTUpoBal B BO3pacTe 3-X HeJlellb, oIyvall JIeueHue
MHCYJIMHOM B TedeHne 2,5 mecsiieB. Ha JaHHbBII MOMEHT fieTsIM 8 JieT
u 5 MecsneB u 2 rofa u 7 MecsiieB cooTBeTcTBeHHO. O6a peGeHKa 10
HACTOSIIIIET0 MOMEHTa HaXopsTes 6e3 seyenust. [Tarpentam nposeie-
HO MOJIEKYJISIpHO-TeHeTn4eckoe uccienoanne rena KCNJ11, maro-
JIOTMH HE BBISBICHO. AHOMalMu B XpoMocoMe 6q24 Taxkke Obum
UCKJTIOYEHbI OCPEACTBOM MOJIEKYJISIPHO-TEHETHYECKOTO aHAJIN3a.
Y o6oux cnbcoB BoisiBiIeHa MyTanus B rene ABCCS, nux orery oka3za-
JICSL TETEPO3UTOTHBIM HOCUTEIIEM JIaHHOI F€HETUYECKON MOIOMKHU. Y
MaMBbl H 3[[OPOBOM CeCTPBI ITOXOOHOI aHOMAJINH BBISIBICHO HE OBITO.
B naHHOW cuTyalnum BaXKHOCTh MOJIEKYJISIPHO-TEHETHIECKOro 00cIie-
TOBaHMUsI 000OCHOBaHA MOCIEAYIOINM TOI00POM Tepamui, T.K. TpaH3U-
TOPHBII HEOHATANIBHBIN [a0eT, 00ycinoBneHHbI MyTamusvmu SURT,
XOPOIIO MOJIAETCS TEPANUH CYTb(OHUIMOYECBIUHOM.

Bounbioe xommyecTBO COOOLIEHMIT ObUIN MOCBSILECHBI YIIy4IIIe-
HHIO JIMArHOCTHKU CaxapHOro aumabeTa C IMOMOIIBIO MOJIEKYIISIPHO-
reHetnyeckux TectoB. [Tpu arom aust CII 1 mo-npexkxHeMy 3HaYMMbIM
ocraeTcs uccienoBanue reHoB 2-ro kinacca HLA-nokyca. A.Carlsson
(IlIBermst) mpesiCTaBII pe3yabTAThI HCCIENOBAHMS, IIETBI0 KOTOPOTO
ObLIO MOATBEPAUTH TUNOTE3Y O TOM, 4T0 HLA-reHOoTHIIMpOBaHKE Ha
MOMEHT HOCTAQHOBKM JIMarHO3a MOXKET YJIYYIINTb JUAarHOCTHUKY Jfa-
6eTa, YyCOBEPILIEHCTBOBATh €ro KJIACCH(PUKAIMIO, a CIIEOBATEIIBHO, I
Tepamnuio [2]. B uccienoBanre ObUTH BKITFOUESHBI MAIUEHThI, KOTOPHIM
nuarno3 CJI 1 6611 noctasneH B 19861987 rr. u B 2005 & Beero B rpyn-
1y 66111 BKITIOUeHbI 491 nanueHT. bpuio oTMeueHo H3MEeHeHUe 4acTo-
ThI BCTpeyaeMocTu pa3inudHbiX HLA-reHOTHIIOB y GOJIbHBIX, 3aperi-
cTpupoBaHHbIX B 1986-1987 rr 1 B HacTosiiiee BpeMsi (4acToTa BCTpe-

vaemoctn rerotrna DQA1-DQB1#0501-0201/0301-0302 crm3mizach ¢
36% B 1986-87 rr mo 27% B 2005-2006 TT; 9acTOTa BCTPEIAEMOCTH
rerotumma DQ A1*#-B1* 0301-0302/0301-0302 B 1986-1987 rT. cocTaBu-
na 8%, a B 2005 t. — 28%; BcTpeuaeMOCTh TOMO3UTOTHOTO TEHOTHIA
0501-0201/0501-0201 yBenmmumnack ¢ 3% a0 11% K HamM JiHM).
HWccnenoBaTeni moJararoT, YTO TaKasi ”3MEHUYMBOCTh YaCTOThI BCTpPE-
YaeMOCTH TEHOTHIA MOKET OTpaXkaTh ajlalTalii0 TPUITEPHBIX
MH(EKIMOHHBIX areHTOoB K crenuduunsiv HLA [2].

A. Skorka (BapraBckuil MeJUIMHCKUI yHUBepcuTeT, IToublia)
NpOBEJI aHAJIN3 TeHETHYECKHX (PaKTOPOB, MPEAPACHONATAIONINX K
CII1 Tyna y fereit, 3a60MeBIIX B Bo3pacre jio u nocine 5 net [9]. ITo
pe3ylibTaTam UccieoBaHus He ObUI0 OGHAPYXKEHO CBSI3M MEXK/Y BO3-
pacrom MaHudecTanun guadeta 1 pa3iImyHbIMI FeHETHYECKUMU (haK-
TOpaMi. ABTOpPaMH BBICKA3bIBAETCS TPEANOIOKEHNE, YTO yBEINIe-
HIe yacToThl 3a6omeBaemoct CII 1 y mereit Mimanie 5 et 060cHO-
BaHO HEKMMH 3K30T€HHBIMU (DAKTOPaMHU.

Psap paboT mHOCBslEeH W3Yy4YEHUIO PACIpPOCTPAHEHHOCTH Pa3HbIX
BapuanToB HLA-reHoTunos y 6osbHbIx CJI, 1 B pa3inyHbIX HOMYJISLH-
sx. A.Peretz ¢ coaBropamu (M3pamib) NpoBesn reHeTHIECKOe UCCie-
JlOBaHye GEJyMHOB, CTpafaroIuX fuabderoM [7]. Beibop aroil momyis-
mu ObUT 00OCHOBAH GOIBILION YaCTOTOW BCTpEYaeMOCTH aumabera, a
TaKXe 3aKPbITOCTHIO OOILIECTBA U OGONBIIMM KOJIMYECTBOM OJIM3KO-
POJICTBEHHBIX OPaKOB, YTO IIOMOTAET JIYYIIIe U3YYUTh TEHETUYECKYIO U
HMMMYHOIIOTHYECKYI0 OCHOBY pmabera. Pe3ynbrarhl mccrieoBaHus
MOKA3aJIH: B CEMbSIX OOJIBHBIX MMEJINCh FEeHETHYECKNE MPENIOChIIKI K
pa3BuTHio Kax 1, Tak u 2 TumoB nuabdera. Anamm3 HLA B rpymme mopeit
C ayTOAHTHTENIaMI TIOATBEPHMII TIPEAMNOIOKEHAE O TOM, UTO HAINYINE
«TIPOTEKTOPHBIX» U «IIPEAPACIOAraIOIINX» TeHOB MOXKET MpPef0TBpa-
TUTH WIN COOTBETCTBEHHO criocoocTBoBaTh pazsutnio C[I 1. B npyroi
paboTe ObITIO TPOBEJICHO UCCIIEIOBAHNE TEHOTHIIOB JICTEN U TTOIPOCT-
koB, GombHbIX CII 1 B CepepHroit I'penuut [3]. Bouto crarucrideckn
nokasano Biustaue amnenern HLA DRB1*#03, *04 u DQB1*02 na namu-
yue npeppacnosoxerHoctu K CII 1. [ToMumo 3Toro, 66110 BbISBICHO
HEKOTOpOe KOJIMUIeCTBO Jrojieit, 6onbHbIx CJI 1, 6e3 npeppacmnonarato-
mmx HLA-anneneir, 4To roBOpUT O HAJIMYUK APYrOro reHeTHYECKOro
(pakTOpa, BIMSIOUIErO HA pa3BUTHE 3a00JIE€BaHKS, 1 HEOOXOIUMOCTH
MPOBE/ICHNsI AIbHEHIINX UCCIIEOBAHUIT B 3TOH OOIACTH.

Takum o6pa3om, paGoOThHI, MpEACTaBICHHbIE HAa KOHIPECCax,
HATJISTHO JIEMOHCTPHUPYIOT CYIIIECTBEHHBIN MPOrPECC B M3yUCHUH F'eHe-
THUYECKHX aCHeKTOB caxapHoro jauadera. Kak crpaBeyinBo 3amMeTu
T.I' BapperT, «Ee 15 net Hazaj caxapHblil AuabeT y geTeil ObuIo mpu-
HATO CUMTATh AuabeToM | Tuma, 1 Mpu HAIMYMU OCMOTHYECKHUX CHUM-
NTOMOB y peGeHKa HeOOXOMMOCTb B TN (epeHIaIbHOM IHarHOCTH-
ke ornafaia. Co BpeMeHeM InadeT, acCOMIPOBAHHBINA C BHETIAHKPA-
TUYECKUMH TIPOSIBJICHUSIMH, CTall XapaKTE€PU30BaThCsl KaK CHHIPOM.
Bbun BbIABIEHBI TEHETUYECKUE HAPYLIEHUS, CTAIN BO3MOXKHBIMHU
JAMArHOCTUYECKHE TECTHI  TOSIBUIIOCH CIENN(PIIECKOE JICUSHIE».
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