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HacnencTBeHHblid BAPHAHT CaXapHOro Auadera, 00ycJ0BJI€HHOTO
nedexrom rena NEUROD1 (MODY6): nepsoe omucanue B Poccun
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MODY (Maturity-Onset diabetes of the young, «anabet B3pocAoro TMna y MoAoAbIX») — reTeporeHHasi rpynna 3aboAeBaHui,
XapaKTepu3ylowascs ayTOCOMHO-AOMUHAHTHBIM TUMOM HACAEAOBAHMSI U 00YCAOBAEHHAs MYTaUMSIMM T€HOB, NPUBOASILIMMU K
AUCHYHKUMU B-KAETOK MOAKEAYAOUHO XKeAe3bl. K HacTosiemy Bpemenn u3BectHo 13 reHos-kaHanaatos MODY u, cootsert-
ctBeHHO, 13 noatunos MODY. OKoHYaTeAbHbIi AMAarHO3 MOXET ObITb YCTAHOBAEH TOAbKO HAa OCHOBaHUN Pe3yAbTaTOB MOAEKY-
ASIPHO-TEHETUYECKOTO UCCACAOBAHUS, SIBASIIOIIETOCS «30A0ThIM CTAHAAQPTOM» B AMArHOCTMKe AaHHOTO 3aboaeBanusi. MODY2 n
MODY3 ssasiloTca HanboAee pacnpOCTPaHEHHbIMW MOATUNAMKW M paHee HEOAHOKPATHO ONMCaHbI B Hawel cTpaHe. Onucauus
peakux noatunos MODY B oTeuecTBeHHO AuTepaType HeT. Mbl NPMBOAMM ONMUCaHUe BriepBbie BbisBA€HHOTO B Poccum cayuas
MODY6 (aecbekt rena NEUROD1, koaunpytouwero caktop HeliporeHHo# anchchepeHUMpoBkn 1, KOTOPBIA UTpaeT BaXKHYIO POAb
B HOpMaAbHO# Au(epeHLMpoBKe B-KAETOK M peryAsilMM TPAaHCKPUIMLIMU FeHa MHCYAUHA). MOAEKYASIPHO-TreHeT4ecKoe UccAe-
AOBaHMe NPOBEAEHO C UCMOAb30BAHMEM METOAA BbICOKONPOMU3BOAUTEABHOTO MAPAAAEABHOTO CEKBEHUPOBAHMS, B MOCAeAHee
BpPeMS IIMPOKO NPUMEHSIEMOTO AASI FeHETUUECKOW BepurKaumum MOHOTeHHbIX 3ab6oAeBaHuii 1, B yactHoctn, MODY. TexHono-
rMsi CeKBEHUPOBAHUSI HOBOTO MOKOAEHMSI AASl AMQTHOCTUKM HACAEACTBEHHbIX HapyLIeHNH YTAeBOAHOTO OOMeHa B OTe4eCTBEHHO
NpakTMKe NPMMeHeHa BriepBble.

Katouesble crosa: caxapHbiii amabet turna MODY, BbiCOKONPOM3BOAMTEAbHOE MapaAiresbHoe cekBenuposaHme, NEURODT,
MODYeé.

Hereditary variant of diabetes mellitus caused by a defect of the NEUROD1 gene (MODY6):
the first description in Russia
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MODY (Maturity-Onset diabetes of the young) is a heterogeneous group of disorders characterized by autosomal dominant
type of inheritance and caused by genetic defects leading to dysfunction of pancreatic b-cells. Currently 13 candidate genes of
MODY, and, respectively, 13 MODY subtypes are known. The final diagnosis can be established only on the basis of molecu-
lar genetic studies, which is the «gold standard» in the diagnosis of this disease. MODY2 and MODY3 are the most prevalent
subtypes and were previously described in our country. Rare MODY subtypes have not been described in Russian literature.
In this article we describe the first diagnosed case of MODY6 in Russia (a defect of the NEURODT1 gene, encoding neurogenic
differentiation factor 1, which plays an important role in normal differentiation of B-cells of the pancreas and the regulation of
transcription of the insulin gene). Molecular genetic study was conducted using the method of next-generation sequencing, has
recently been widely used for genetic verification of monogenic diseases and, in particular, MODY. Technology of next-gen-
eration sequencing for diagnosing inherited disorders of carbohydrate metabolism in domestic practice used for the first time.
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BnepBoie TepMuH «maturity-onset diabetes of the
young» («a1rabeT B3pOCJIOro TUIIA Y MOJIOIBIX» ) 1 a00pe-
Buarypy «MODY» wucnonnp3oBamu R. Tattersall n
S. Fajans B 1975 r. s onpeneaeHUsT HACIEICTBEHHOTO
HEIIPOTPECCHUPYIONIETO WM MAaJIOIPOTPECCUPYIOIIETO
WHCYJIWHHE3aBUCUMOTO caxapHoro nuadera (CJI) y mo-
noneix il [ 1, 2]. K HacToseMy BpeMeH! U3BeCTHO 13
reHoB-KaHaunatoB MODY (HNF4A, GCK, HNFIA,
PDXI1, HNFIB, NEURODI, KLFI11, CEL, PAX4, INS,
BLK, ABCCS, KCNJ11) 1, cooTBeTCTBEHHO, 13 moaTu-
noB MODY. HecmoTpst Ha 3HAYNUTENILHYIO Bapradehb-
HOCTB 9acTOThl oaTunoB MODY B pa3auuyHBIX ITOIY-
Jsuustx, myTaiuu B reHax GCK (MODY2) u HNFIA
(MODY?3) cymiecTBeHHO IIpeBaIMPYIOT. JlpyTrue moaTu-
el MODY Bctpevatorcst pexxe. OKoHUaTeNIbHBIN THa-
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rHo3 MODY MoxkeT ObITh YCTAHOBJIEH TOJIBKO Ha OCHO-
BaHWUM PE3yIbTAaTOB MOJICKYISIPHO-TeHETUYECKOTO HC-
CIIeNOBaHUSI, SBJISIONIETOCST «30JIOTBIM CTaHIAPTOM» B
IWATHOCTHKE JTAHHOTO 3a0ojieBaHUs. B Hamieit cTtpaHe
TSI yCTAaHOBJIEHUS TeHeTn4eckoi rpupoasl MODY no
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HaCTOSIIEro BPEMEHM UCIO0JIb30Bajach TOJIbKO METOIM -
Ka IPSIMOT0 CEKBEHUPOBaHUS UCKIIOUUTEIBHO IS T10-
HCKa MyTalldii B HauboJiee paclpoCTPaHEHHBIX TeHaX-
KaHmugatax [3—6]. OmHako BBIpaXkeHHas] reHeThye-
cKasl BapuabeIbHOCTh 3a00JieBaHUs TpeOyeT paclInpe-
HUS METOIOB MOJIEKYJIIPHO-TEHETUUECKOM TUAarHOCTH -
Kd. MeToabl CeKBeHMPOBaHUSI HOBOTO MTOKOJIEHUS T10-
3BOJSIIOT ~ TNIPOBOAWTH  ONHOBPEMEHHBIA  aHajlu3
HECKOJIbKMX T€HOB-KaHIMIATOB MOHOTEHHBIX 3a0oJie-
BaHUI, YTO 3HAYMTEIBHO YIPOIIAET MOCTAHOBKY dua-
rHo3a. MBIl BIIepBbI€ B CTpaHE UCIOJIb30BAIN TEXHOJIO-
TUI0 CeKBEHUPOBAHUSI HOBOTO TTOKOJICHUSI [IJIsI UarHo-
CTUKM HACJICACTBEHHBIX HapyIICHUI YIJIEBOAHOTO 00-
MEHa, YTO J1aJI0 BOBMOXHOCTbh BBISIBUTh PEIKUIA TTONTHUIIT
MODY, paHee He OMMCaHHBIM B Hallel cTpaHe —
MODYeé6.

MODY6 006ycioBiieH TeTepO3UTOTHBIMU MYTaLlsI-
mu B reHe NEURODI. Ten NEURODI/BETA2 (Beta-
Cell E-Box Transactivator 2) JoKaJ130BaH Ha JJIMHHOM
IIeye XpOMOCOMBI 2 B TiojioxkeHuu 32 (2q32), umeet 2
9K30Ha (TIePBbIil 3K30H HETPAHCIUPYEMBIIi) U SKCIIPEC-
CHUpYeTCS KaK B Pa3BUBAIOLIMXCH, TaK U B 3PEJIbIX
B-xmetkax momkenymouHoi xenesbl (ITXK) [7]. Bxc-
npeccus reHa NEUROD1 naunHaeTcs mocie JeTepMU-
Haiuu kietok [12K B SHIOKpUHHbBIE KJIETKU U apecTa UX
nponudepanuu [8]. I'eH KogupyeT HakTop TpaHCKPUII-
uuu NEURODI (Neurogenic differentiation 1, ¢pakTop
HeliporeHHoM nuddepeHINPOBKH 1), KOTOPBI Urpaet
BaXHYI0 poOJb B HOpMaJibHON muddepeHIInpOBKe
[-KJIeTOK M peryasiuuu TPaHCKPUIILUM FeHa MHCYJIMHA
[8—11]. ¥ mbleit ¢ moaHbIM otcyTcTBUeM NEURODI
dopMUpoBaHUE [3-KIETOK COXPAHSIIOChH, OAHAKO UX KO-
JINYECTBO TMOCTETNIEHHO CHMXAJIOCh, TaK KaK OHU TOMI-
BEpPraJlIiCh aronTo3y ellle BHYTPUYTPOOHO, YTO IPUBO-
nuio K popmupoBanuio CJ1 [8, 12]; y KUBOTHBIX C TOMO-
3UTOTHBIMU MyTauusiMu B reHe NEUROD1 Oblna BbISIB-
JIeHa TI0JTHAasi MHAKTUBALIMS IIPOMOTOpA TeHa MHCYIMHA
[12]. ToMO3UTOTHBIE WM KOMIIAyHO-T€TEPO3UTOTHBIC
myTauuu B reHe NEUROD I npuBoIST K pa3BUTHIO TMEP-
MmaHeHTHoro HeoHatanbHoro CII (ITHC/I). Kpome Toro,
reH NEURODI skcrnpeccupyercss B HeilpoHax ILIEeH-
TpaJbHOM 1 TIepudepruIecKoii HEPBHOI CUCTEMBbI, a TaK-
Xe B KieTkax cetyaTku [13]. B naurepatype [14] ecTb
ormcanug mauueHToB ¢ [THC]I B coueTtanuu ¢ 3aaepx-
KO IICUMXOMOTOPHOIO Pa3BUTHS, BBIPAXKECHHOW TMIIO-
IUIa3MeN MO3Xe4YKa, HEMPOCEHCOPHOM TYrOYXOCThIO U
3pUTEJbHBIMU aHOMAJUSIMU, aCCOLIMMPOBAHHBIE C TO-
MO3UTOTHBIMU MyTanusMu B reHe NEURODI. Tlpu re-
TEPO3UTOTHBIX  MYTAlMSIX,  AaCCOIMUPOBAHHBIX C
MODY6, HapyiiaeTcst 5KCITpeccys reHa MHCYJIMHA.

BrepBeie CBSI3b  MEXOy MyTalUsIMM B T€HeE
NEURODI u C]1, 6buta onmcadHa M. Malecki 1 coaBr.
[15] B 1999 r. ABTOpHI BBISIBWIN OBE I'€TEPO3UTOTHBIE
MyTtaiuu B reHe NEURODI B AByX ceMbsIX; ¥ OOJIbHBIX
ObLT KIMHUYEeCKU auarHoctupoBaH CI2.

B 2001 r. S. Kristinsson u coasT. [16] ycTaHOBWIN
CBS13b MeXXIy MyTansiMu B reHe NEUROD I v ntuabeTom
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tunia MODY. ABTOpPHI UCCIENOBAIM CEMbIO C OOJIBIION
koHueHTpauueit CJI (n=14), KIMHUYECKU TUATHOCTU-
poBaHHOro Kak MODY. ¥ 60/bHBIX U3 3TOI CeMbU pa-
Hee MyTalluu B TITU reHax-KaHauaatax MODY o6Ha-
pyXeHbl He OblIM. CpeaHuii Bo3pact nuarHoctuku CJI,
coctaBu 33 roja; 5 WieHOB ceMbU 3a00JIeJIN B BO3pacTe
1o 25 net. YeThIpe yesoBeKa UMEIU U30BITOYHYIO MAcCy
Tesla, OfuH — oxupeHue. M3 mo3gHux ocnoxHeHuin CJ1,
BBISIBJICHBI: peTUHomatus (n=3), mnepudepudeckas
Heliponatus (n=5), Hedponartus (n=2). MeToaoM Tpsi-
MOTO CeKBEHUpPOBaHUs Y 12 4JIE€HOB CeMbU OblJIa BHISIB-
JleHa paHee HeomucaHHass Mytauusi E110K B rene
NEURODI. Brot tun CJI ¢ ayTOCOMHO-TOMUHAHTHBIM
TUIIOM HacJieIOoBaHMsI, OOYCJIOBJIEHHBII MyTalldeid B
rene NEUROD 1, 6b1n BriepBbie 0003HaueH Kak MODY6.

K Hacrtostimemy BpeMeHM B Jmteparype [16—20]
OITKCAaHO HECKOJIbKO ceMmeit ¢ MODY6, monrBep:kaeH-
HBIM MOJIEKYISIPHO-TEHETUYECKUM HUCCIICAOBAaHUEM.
B psine ciryyaeB MyTaliMu BBISIBJIEHBI METOIOM CEKBEHM -
poBaHUs HOBOTo MoKoJieHus [19, 20].

Mpl nipuBoaMM onucaHue ciydas MODY6, Bnep-
BBbI€ BBISIBJICHHOTO B Halllel CTpaHe M MOATBEPKICHHO-
ro TakKe BIEPBbIE MCITONIb30BaHHON B PMD MeTtomukoit
CEKBEHHPOBaHUSI HOBOT'O MTOKOJICHUS ISl TUarHOCTUKU
HaCJIeICTBEHHBIX HApYIICHUI YTJIEBOOHOIO OOMEHa.

OnucaHMe KAMHMY€ECKOro CAy4as

B otraeneHue HacneaCTBEHHBIX SHIOKPUHOMATUI
®I'BY BHII obpatunack aeBouka 17 jer ¢ xanobamu
Ha M30BITOYHYIO Maccy Tejla, BTOPUYHYI0 aMEHODEIO.
M3 aHamHe3a U3BECTHO, YTO N€BOYKA OT MEPBON HOp-
MaJIbHO MPOTEKAaBILEel OEpeMEHHOCTH, CPOYHBIX CaMO-
cTosITeNbHBIX ponoB. [Ipn poxnennu macca tesa 3750 T,
poct 52 cM.

HMHureHcuBHas mpubaBka macchl Tena ¢ 11 jer (B
Bo3pacte 15 yet +25 xr) Ha ¢hoHe HU3KOH (pusnyeckoi
AKTUBHOCTHU.

Menapxe B 13 neT, ¢ 15 neT nuki HeperyasspHbii (1
pa3 B 6—12 Mec) Ha poHe HOpPMaJIbHOU Y3-KapTUHBI
OPTaHOB MaJIOTO Ta3a.

C 15 et runepnurMeHTays MOAMBIIIEYHbIX 00J1a-
CTEW, IIIer, a TAKXKe OBOJIOCEHUE M0 MY>XCKOMY TUITY (Ha
(phoHe HOpMabHBIX YpOBHEH TecTocTepoHa, JIT'DA-C u
AHJIPOCTEHANOHA).

Ipu o6¢cnenoBaHuy B 16 JieT BBISIBJICHA TUIIEPUHCY -
JuHeMmus (6a3zanbHblil MHCYIMH — 700 TIMOJbL/T TIpU
HopMme 17,8—173 nmonb/m). HazHaueH MeTpopMuH B
no3e 1000 mr/cyT; Ha hoHe JiedeHUsT YpOBeHb MHCYJIMHA
cHU3MACS 10 340 IMOJIL/II.

CeMeiliHbIlA aHaMHE3 OTATOLIEH IO W30BITOYHON
Macce Tejia U HapyUIeHUSIM YTIJIEBOJHOIO OOMEeHa I0 JIh-
HUM MaTepu. Y marepu nauueHTKu (41 rom) Ha ¢oHe
U30BITOYHOUN MaccChl Tejla U KJIMHUYECKU BBIPAXKEHHOMN
VHCYJIUHOPE3UCTEHTHOCTU (TUMEpIUTMEeHTalUs 001a-
CTH 11IeU, TTOAMBIIIEYHBIX 00JIaCTei1) HOPMOTJIMKEMUS U
HOPMOMHCYJIMHEMHUS HATolIaK, ypoBeHb HbA — —
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PoaocAaoBHas cembm (cxema).

6,48% (Hopma 4—6%); y 6aOyLIK1 — U30BITOYHASI MAC-
ca TeJjla, HapyIIeHHe TOJIEPaHTHOCTH K TJII0Ko3¢e. Y mpa-
06abymku — u30bITOYyHass Macca tena, CJI; momydana
nepopanbHble caxapocHrkatouye npemnapatsl (ITCCIT)
(cM. pHCYHOK).

OOBEKTUBHBIE JaHHBIE HA MOMEHT OCMOTPA: POCT —
171 cm (SDS +1,47), macca tena — 104 kr, UMT — 35,57
kr/m? (SDS UMT +3,12). KoxHble MOKPOBbI C BbIpa-
>KEHHBIM aKaHTO30M B IMOAMBIIIEYHBIX 00JIACTSIX, B 00-
JIacTH 11eu. BeipaskeHHOe OBOJIOCeHNE JINIIA 1 XKMBOTA.

CraHmapTHBI MepopaNbHBIA TJIIOKO30TOJEPAHT-
HbI TecT (75 T TJII0KO3bI) BBISIBUJT TMAOETUYECKUI Xa-
PaKTep caxapHOM KPUBOM U BBIPAXEHHYIO TUIIEPUHCY-
JIMHEMUYECKYI0 MHCYJIMHOPE3UCTEHTHOCTD (CM. Ta0J/ M-
uy). [Tpu 3tom yposenb HbA coctasun 5,3%.

Munexkc HOMA — 7,93 (HopwMa < 3,2).

Yepes nmonroga mocie yBeAWYEeHUS! O03bI MeT(hOp-
muHa 10 2000 Mr/cyT OTMEYEHO YMEHbIICHUE TUIIepP-
MUTMEHTALIMN, CHIKEHUE 0a3aJIbHOTO YPOBHST MHCYJIN-
Ha 10 20,93 MxE/mi1. I'mukeMust Ha 3ToM (hoHe coxpa-
HAJIach B Ipefeaax HOpMbl, ypoBeHb HbA —— 5,6—
5,7%.

YunuThiBasi OTSTOIIEHHYIO IO HApYLIEHUSM YIJe-
BOJHOrO OOMEHa HacJIeACTBEHHOCThb, He MCKII0YaIach
reHeTuueckas npupoaa CJI B naHHoii cembe. [1aiimeHT-
K€ MPOBEICHO MOJIEKYJIIPHO-TEHETUYECKOEe UCCIIeT0Ba-
HUeE MMaHeJ I reHoB «CaxapHblii 1uadeT».

MoneKynasipHO-TeHETUIECKUI aHaJIu3 MPOBENCH B
JJabopaTopyuM OTHEICHUSI HACIEICTBEHHBIX YHIOKPH-
Honatuii ®I'BY DHII Munsapasa Poccuu. 'eHOMHYy10
JAHK Bwimensnu u3 JeWKOLUUTOB TMepudepudecKuit
KpoBu ctaHmapTHbIM MetogoM (Pure Link, Genomic
DNA Mini Kit, «Life Technologies», CIIIA). Ananu3
BBITIOJIHEH METOIOM BBICOKOIPOU3BOIMTENIBHOIO IIa-
pajuieIbHOTO ceKBeHupoBaHMs. Mcroab3oBanack pas-
paboTaHHasI B OTIOEJICHWU HACAEACTBEHHBIX YHIOKPH-
Homatuii DHII maHens mpaiiMepoB TSI MyJIbTUTLIEKC-
Ho¥#t monumepasHoii nenHoi peakuuu (ITLP) u cexse-
HUPOBaHUS ¢ MpUMeHeHUeM TexHoJoruu lon Ampliseq
Custom DNA Panel («Life Technologies», CIIIA). AB-
TOpcKasl MaHeNlb «CaxapHblii 1MabeT» BKJoYana 28 re-
HoB: HNF4A, GCK, HNFIA, PDX1, HNFIB, NEURODI,
KLFI1, CEL, PAX4, INS, BLK, ABCCS8, KCNJ11, AKT2,
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Tabamua. CTaHAQPTHbIN NepOPaAbHbIN FAIOKO30TOAEPAHTHBIN TeCT

IMokazarenb 0 MUH 120 MmuH
I'mroko3a (Tu1azma), MMOJIb/JT 5,1(3,1—6,1) 11,1 (<7,8)
WPU, MmxEn/Ma 35(2,3—26) 509

EIF2AK3, FOXP3, GCG, GCGR, GLIS3, GLUDI, INSR,
PPARG, PTFIA, RFX6, SCHAD, SLCI6Al, WEFSI,
ZFP57 (488 ammnukoHoB). [lonroroBka 6ubnmnorex u
amyabcuoHHas [P nmpoBoauauck B COOTBETCTBUU C
peKOMeHIaIusIMU Tipor3BoauTensi. CeKBEeHUPOBAaHME
OCYIIECTBIISUIOCHh Ha ITOJIYIIPOBOTHUKOBOM CEKBEHATO-
pe PGM (Ion Torrent, «Life Technologies», CIIIA).
BronndopmaTtnueckass o6paboTKa pe3ysIbTaTOB CeKBe-
HUPOBAaHUS IIPOBOAIACH C TIOMOIIBIO IPOTPAMMHOTO
monynsg Torrent Suite 4.2.1 (Ion Torrent, «Life
Technologies», CIIIA) u makera IporpamMm Annovar
(Bepcust 2014Nov12) (http://www.openbioinformatics.
org/annovar) [21]. ITocae aHanM3a MOJXYYeHHBIX HaH-
HBIX MYTallMd TIOATBEPXKIAINCh Ha CEKBECHATOPE
Genetic Analyzer Model 3130 («Life Technologies»,
CIIA). B kauecTtBe pedepeHCHBIX ITOCIeI0BaTeIbHO-
CTell TEHOB MCIOIb30BANINCH cchlIk Genbank (http://
www.ncbi.nlm.nih.gov/genbank). Heonrcanusie paHee
HECMHOHUMUYHBIC MYTAaIlUM CUYMTAINCH <«BO3MOXHO
IMATOTeHHBIMI» TIPA YaCTOTe MUHOPHOTO aJIJIeJIsI MCHEe
1% u olieHKe MX KaK <«IIaTOTeHHBbIe» I10 IpOorpaMMme
Annovar. O603HauYeHNE MYTaLIUii TIPOBOAMIOCH B COOT-
BeTCTBUU C pekoMeHmamusMu J. den Dunnen u S.
Antonarakis [22].

ITo pe3yiapTaTaM MOJIEKYISIPHO-TEHETUICCKOTO HC-
CJICIOBAHUS BBISIBJICHA paHEe ONMMCAaHHAsS TeTePO3UTOT-
Hasg MmucceHc-myranus B reHe NEURODI: Bo BTopoM
9K30He oOHapyxeHa 3aMeHa C Ha G B KOIOHE TUCTUIM -
Ha B TToJ10keHUH 241 ¢ o6pa3oBaHUEM KOJOHA TIIyTaMU-
Ha (c.723C>G p.H241Q). Myrauus noarBepkaeHa Me-
tonoM Cenrepa. BepudwunmpoBan mguarHod — CJI
MODY6. Y matepu MaunMeHTKH BBISIBIIEHA aHAJIOTHY-
Hast MyTaIus.

3akAloueHue

B nocneaHue roasl 0ypHOe pa3BUTUE MOJEKYJIISP-
HOI T€HETUKM OTKPBLIO HOBbIE MEPCIEKTUBbLI B AUa-
THOCTHMKE HacJIeNCTBEHHbIX 3a0oseBaHuil. Tak, pa3pa-
OOTaHHbBIE METOJbl CEKBEHUPOBAaHUSI HOBOTO ITOKOJIe-
HUSI MO3BOJISIIOT MIPOBOJUTH OJHOBPEMEHHBIN aHaAIU3
HECKOJbKUX T'€HOB-KaHAMIATOB MOHOTEHHBIX 3a00J1e-
BaHMIt, YTO 3HAYUTEJILHO YIIPOIIAeT TOCTAHOBKY JUa-
rao3sa. Jlo HacTosIIero BpeMeH!U B OTeYeCTBEHHOM JIu -
TepaType OTCYTCTBOBAJIM ONMUCAHUS MOATBEPKACHHBIX
ciayyaeB peakux noarunoB MODY. O6HapyxkeHHas
HaMU TreTepo3uroTHass MucceHc-MyTauus c¢.723C>G
p.-H241Q B rene NEUROD 1 BniepBble OblIa UACHTUDU -
IIMpOBaHAa METOAOM MpPSIMOTO  CEKBEHMPOBaHUS
L. Gonsorcikova u coast. [18] B 2008 r. v 2 Hepon-
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CTBEHHBIX ITPOOAHIOB C OTSATOLICHHON MO HapyIIeHU-
sIM YTJIEBOOHOTO OOMEHa HacleACTBEHHOCThIO. Bo3-
pacT BBISIBJICHUS] HapyIlIeHUH YIJeBOOHOTO oOMeHa Y
STUX MallMEeHTOB ObLT HecKoabKo BhIle (20 u 30 n1eT), u
Yy HUX, KaK M y Halllel TTallueHTKHU, UMEJIMCh OXXUPEHUE
U BBICOKMI1 0a3ajbHBII YPOBEHb MHCYAMHA. Y 000UX
MpoOaHAOB pa3BUIIMCh TTo3aHME ocinoxHeHus CI, uto
MoTpeboBao Ha3HAYeHUsST MHCYAUHOTepanuu. UHre-
pPECHO, YTO Y BCEX WICHOB 00EeUX ceMeli, KOTophle He
WMeJIY HapyIlIeHU# YyIJIeBOAHOTO oOMeHa, MyTallusl He
Obl71a HaligeHa, a 2 KIMHUYECKU 3J0POBBIX YeJIoBeKa
uMenu JaHHyio MyTauuoo. boiabHble CJI ujieHbl JaH-
HBIX CEMEM, y KOTOPHIX HaileHAa aHAJIOTM4YHas MyTa-
1Usl, HYXIAJIUCh B MHCYJIUMHE, MMEJIM OXUpEeHue u
MO3IHKUE OCIOXHEHUS 3a00j1eBaHUsA. ABTOPHI TaHHOTO
HUCCAENOBaHUS CUMTAIOT, YTO HE MYyTallMd B TeHe
NEUROD] 9BnsiioTcsl IPUINHOM OXXUPEHUS, TTOCKOIb-
Ky TaKue MyTalluu ObUIM HailleHbl HE Y BCEX UYJICHOB
o0cliemoBaHHBIX ceMeil, Melonux oxupenue. OmgHa-
KO, TI0 MHEHHUIO 3THUX aBTOPOB, OXHUPEHUE SIBIISIETCS
BaxXHBIM (haKTOPOM, CIIOCOOCTBYIOIIMM MaHMpecTa-
uuu CJI y Hocuteneir mytaumii. CormocTaBiisisl TIOJIy-
YeHHBbIC TaHHbIE C UMEIOIIMMUCS B JIUTEPAType OIU-
CaHUSIMU, aBTOPHI IOIYCKAIOT, YTO OKUPEHUE SIBJISICT-
¢ o0IIMM NpU3HaKoM mauueHToB ¢ MODY6 u, coot-
BETCTBEHHO, CYMTAIOT IONLECPXaHUE MacChl Teja B
npenaesax HOpMbl HEOOXOIMMBIM TSI MPOMDUIAKTUKI
pasButus CJI y 6ecCUMIITOMHBIX HOCUTEJIEH MyTaLIWIA.
B T0 ke Bpemsi, mo naHHBIM M. Szopa u coasT. [20], u3
11 4eHOB ceMbU C TTOATBEPKACHHBIMU MYTaIlMSIMU B
reHe NEUROD1 TonbKO OOUH CTpafajl OXXUPEHUEM.
BoNBIIMHCTBO MAllMEHTOB C MyTallUsIMM B TeHE
NEURODI v oxxupeHUEM UMEIOT MHCYJIMHOPE3UCTEHT-
HocTb. UMEeHHO OXXHpeHHe CYMTaeTCs] BEAYIIUM (PaKTo-
poM B (OPMHUPOBAHUU WHCYJTMHOPE3UCTEHTHOCTH Y
MaHHBIX IMallMeHTOB, TOIJa KaK MYyTallMd B TeHe
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NEURODI nuilb CHOCOOCTBYIOT Pa3BUTHIO OTHOCU-
TEeJIbHOTO JeULMTa UHCyIMHA. MyTralum B TeHe
NEURODI, yyacTByIOLIEM B PEryJsSLUU 3KCIIPECCUU
reHa mHcyauHa [8—11], HermocpeacTBEHHO HE BIUSIOT
Ha (GOPMUPOBAHUE UHCYIMHOPE3UCTEHTHOCTU. Takum
00pa3oM, MOXHO IIPEANOJIOXUTh, YTO B MEXaHM3MeE
pasButuss CJl y MauMeHTOB C MyTalUsIMU B TeHeE
NEUROD I BaxXHy10 poJib UTPAIOT OXXUPEHUE U UHCYIU -
HOPE3MCTEHTHOCTh. MIHTepeCHO, UTO B UCCIICAOBAHUU
M. Szopa u coaBr. [20] y 3 6eCCUMIITOMHBIX HOCUTENIEH
MyTallMy YICHOB CEMbU, HE CTPANaBIIMX OXUPECHUEM,
YPOBEHb MHCYJIMHA ObLJT HOPMaJIbHBIM.

Bozpact manudecrauu CJI y HocuTeneit Mmyrauui
B reHe NEURODI 3HayuTeNbHO BapbUpyeT. Y 00Jb-
IIMHCTBA TaKUX MAllIEHTOB B KOHEYHOM UTOTrE pa3BH-
BaeTCs MOTPEOHOCTh B MHCYJIMHE, HO TIPU HEOOIbIIOM
craxxe CJI (kax y Hallleit MalMeHTK) yIaeTCsl KOMIIEH-
CHUPOBaTh yIJIeBoAHbBIN 00MeH nmpuemoM ITCCII.

I[IpyiMeHEeHrEe METOIMKM BBICOKOIPOU3BOIUTEb-
HOI0 TIapaJUICIBHOTO CEKBECHHUPOBAHMS II0O3BOJISICT
YCTaHOBMTh TOYHBINM IUArHO3 B MaKCHMaJbHO PaHHME
CPOKHM, YTO HEOOXOAMMO IJisi BbIOOpa ONTUMAJbHOM
TaKTUKU BEICHUS TAllMEHTOB, MaTOreHEeTUYeCKH 000-
CHOBAaHHOTO JICYCHUSI U MEIMKO-TEHETUYECKOrOo KOH-
CYJIbTUPOBAHUS CEMbMU.

Pabora BbInOJHEHA Tpu coneiicTBuu DoHAA TOMIEPXKKU U
pazButus dunantporu «KAD»

ABTOpBI JEKJIAPUPYIOT OTCYTCTBHME SIBHBIX M IOTEHIIMATBHBIX
KOHMJIMKTOB WHTEPECOB, CBS3aHHBIX C IMyOJIMKaIMeil HacTosIei
CTaTbu.
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