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JanHoe mocobue [Ist Bpadeil COIEP)KUT CBEeIEHMUsI 110 reHeTrKe caxapHoro auabera (CII)
Tuna 1 U 2 ¥ reHeTHYeCKUX CHHIPOMAX, acCOITMUPOBaHHBIX ¢ C/I B IeTCKOM U IOIPOCTKOBOM
Bogpacre. [lano noustue o CJI Kak CHHIpOMe HIIepIIUKeMUN, BKIIOYAIONeM MHOTHE CaMOC-
TOsITEeIbHBIE HO30J0rmdeckue (opmbl 3abosieBanust. [IpencraBieHa HOBast KiacCuUKaIys
C/I. O6¢ysxaeHbI OCHOBHBIE METOI0JIOTNYEeCKHE IIOXO/bI, HCIIOIb3yeMble [IPU N3y IeHUU IeHe-
tuky ClI, THUIIBI HacJIeNOBaHUS U MOJIEKYJISIPHO-TeHeTHIeCKUe OCHOBBI Pa3BUTHSI KaXKIOU HO-
3otorndeckolt popmsl 3a6oseBanus. [IpuBeeHbl dIMIUPHUIECKUE OLIEHKH PYUCKA, IPeICcTaBIIe-
HBI MeTOIbI MHIVUBUYAILHOU OIEHKU PHCKA Ha OCHOBE JAHHBIX UMMYHOJOTHIECKHX, MOJIe-
KYJISIPHO-T€HETHIeCKUX UCCIIeI0BAHUI, TOPMOHAIBHO-MeTab0INIECKIX TeCTOB. M3/105KeHHbIe
B II0COOUU CBEJICHUSI SIBIISIFOTCST 6a3iCOM IS IPOBEICHIUS] MEIUKO-TEHETHIECKOTO KOHCYJIbTH-
poBaHus U IPOIIAKTUKY PasBUTHS 3a060JeBaHUS B ceMbsix 60sbHBIX CJI B 3aBUCHMOCTH OT
HO30JIOTUIECKOI (POPMBL.

TTocobue npegHazHAYeHO IS SHAOKPUHOJIOTOB, 11a6eTOIOr0B, FeHETUKOB M Bpadel 00Iei

IIPpaKTHUKH.
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OMNPEAEJNIEHUE N KITACCUDUKALINA
CAXAPHOI'O ANABETA

Caxapubiit quaber (ClI) — 3abomeBaHre 06MeHa BeI[ECTB PA3IUIHON ITHOJIO-
Uy, KOTOPO€ XapaKTepU3yeTCs XPOHUYECKOU THUIIEPIINKEMUEN, BO3HUKAIOIIEH
B pe3yJsibTaTe HAPYIICHUS CeKPEIUU WIN TEeNCTBUSI MHCYINHA, THO0 060uX dakTo-
pos ogHoBpemenHo (ISPAD, 2000).

[To ompenenenuto Y. Y. Iemosa (1998), caxapusriit nuaber (diabetes mellitus) —
CHCTEMHOE TeTeporeHHoe 3aboieBanme, 00ycaoBIeHHOe a0COMIOTHRIM (1 THI) MK
OTHOCUTENBHBIM (2 THII) TeUIIUTOM MHCYJINHA, KOTOPbII BHAYa/le BBI3bIBAET Ha-
pYILIeHUe YIIeBOAHOTO OOMeHa, a 3aTeM BCeX BUIOB OOMEHA BEIlIeCTB, YTO B KOHET-
HOM UTOI'€ IIPUBOOUT K IIOPAKEHNIO BCEX Cl)yHKIlI/IOHaJH)HbIX CHUCTEM OpraHu3Ma.

Taxum o6pazom, CII mpencraBiseT cO60i reTePOreHHYO TPYIIY Pas3InIHbIX I1a-
TOHOFHﬁ, XapaKTEepUIYIONINXCS ITUOJOTUNIECKUMU, ITATOT€HETUYIECKUMU U KIIMHH-
YECKUMU OCO6eHHOCTHMI/I. Teneamoruaeckue u IIOMyJIANUOHHO-TEHETUIECKIE 1CCIIE-
AOBaHUA IIOMOTAIOT YCTAHOBUTDH TUII HACJIEAOBAHMNA PAa3/INIHBIX KIMHUYIECKUX Cl)OpM
C]Il, a Takke OTBETUTh HA BOIPOC 00 UX TEHETUIECKON CaMOCTOSTETHHOCTU WJIH,
WHBIMHU CJIOBAMM, BBIICJIUTH HO30JIOTUYECKUE CAMOCTOATEIIbHBIC (bOprI 60He3HI/I.

Pe3ypTaToOM HOBBIX TOCTIKEHUI B 00JIACTH MOJICKYJISIPHOM FeHeTUKU, UIMMYHO-
JIOTUU 1 HEKOTOPBIX APYTUX CMEKHDBIX NUCHTUIIINH ABUJIACH pa3pa60TKa Komurerom
akceproB BO3 mo caxapHOMy muabeTy ¢ ydIeTOM HpeNIOKeHHT AMepUKAHCKOM
nuabermdeckot acconuanuu (AJIA) HOBOI yCOBEPIIEHCTBOBAHHOM KITaCCH(UKALIAN
caxapaoro puabera (BO3, 1999 r.) (tabsn. 1).

B HOBOI KIIaccuPUKAIUU MIPEIOKEHO HUCKIIOYUTD KJIACC "HAPYIICHHOM TOJIe-
PAHTHOCTH K IIIOKO3e", TAK KaK 9TO COCTOSIHUE MOKET BCTPEIAThCSI IPH PA3TIMIHBIX
TUMEPIINKEMUIeCKUX HAPYIICHUSX, He SIBJISIOIIUXCS elje COOCTBEHHO AUabeTOM.
[Tpu oTOM TepMHH "HapyIeHHAs TOJEPAHTHOCTD K IJIIOKO3e" CUUTATh CTAIMEN Ha-
PYLIEHHON PETyJsAlUU ITIIOKO3BL.

Kpome Toro, mpenoskeHO M3MEHUTh Ha3BaHUE "MHCYIMH3AaBUCUMBINA' U "HHCY-
JIMHHE3aBUCUMBII" caxapHBbIil fuabeT Ha quaber Tuma 1 u tuma 2. DTo BBI3BAHO Yac-
TO BCTPEYAIOIIEHCs MIPAKTUKOM YCTAHOBJICHHS THUIIA CAXapHOTO AuabeTa UCXONs U3
MIPOBOAMMOT HOJILHOMY Teparuu, a He MaToreHe3a pa3BUTHSI TUIIEPTINKEMUN.

AyTOMMMYHHBIN CaxapHbIil AnabeT XapaKTepu3yeTcsi AeCTPYKIMel [-KIeTok,
HaJIUIUEeM ayTOAHTHUTEI, aOCOMIOTHON HMHCYJIMHOBOM HEJOCTATOYHOCTBIO, IIOJIHOM
MHCYIMH3aBUCUMOTBIO, TSDKEJIBIM TeUeHUEeM C HAaKIIOHHOCTBIO K KeTOAIU/I03Y, aCCO-
HUanuen ¢ reHaM# IJIAaBHOTO KOMILIeKca rucrocopmectumoct — HLA. K nanomna-
THUYECKOMY CaXapHOMy nuabeTy OTHOCST CIydau 3a0oJyieBaHUsI OOBIMHO Y JIHII, He



4 FeHeTMKa caxapHoro anabeta y fAeTei v NoApoCTKOB

Tabnuya 1. Dmuonozuueckas kaaccupuxayus napyuwenuil enuxemuu (BO3, 1999 2.)

Caxapublit fuaber tuma 1 (mecTpyk- A. AyTOUMMYHHBIHI
st B-KJIeToK, OObIYHO IpuBOAsmasi K b. Minnonarndeckuit
a6COJIIOTHON WMHCYJIMHOBOM HENOCTa-

TOYHOCTH)

Caxapubrit quaber tuma 2 (0T mpewu-
MYIIECTBEHHOM PE3UCTEHTHOCTH K
UHCYJIUHY C OTHOCHUTEIBHOU UHCYIHU-
HOBOI HEIOCTATOYHOCTHIO IO IIPer-
MYIIECTBEHHOTO CEKPETOPHOTO JIe-
(dekra ¢ MHCYJIMHOBOV pE3UCTEHT-
HOCTBIO U 6e3 Hee)

Hpyrue crienndudeckue Tunsl qradera A. Tenetwueckue medekThl P—KIeTOT-
HOM (PYHKIUH
b. lenernueckue nedekTobl B IEUCTBUU
WHCYJINHA
B. bone3Hu 5K30KpUHHON YacTH IIOA-
SKEeJTy JOYHOM >KeJ1e3bl
I'. DamOoKpHUHOTATHH
I. MuabeT, MHOYIIUPOBAHHBIN JIEKap-
CTBaMHU WJIYM XUMUYECKUMU areHTaMu
E. Mudexmus
JK. Heobbranast popMa HUMMYHOOIIOC-
penoBaHHOrO Tuabera
3. llpyrue reHeTWdYecKWe CHUHAPOMBI,
MHOTIA COYETAIOIIMECH C TMabeTOM

TecTaimOHHBIN caXxapHBINI nuaber

OTHOCSIIMXCS K eBPOIENCKOI pace, ¢ IeCTpyKuueil 3-KIeTOK, CKIOHHOCTBIO K KeTO-
3y, HO HEM3BECTHBIM ITaTOTEHE30M.

CJ] tuna 1 u C][I Tuma 2 — Hambostee 9acTo BCTpedarorire ocHoBHbIe Tumbl C/I.
Ha ux momro mpuxoputcst 6ostee 95% Bcex dopm muabera. OHU PasmuIaOTCsI IO Psi-
Aoy KIMHUYECKHUX, IMUNEMUOJIOTUIECKUX N HMMMYHOJIOTHUIECKUX XapaKTEPUCTUK,
YPOBHIO CEKpELIMH MHCYJINHA, aCCOI[UAINN C TeHeTnIecKuMu Mapkepamu. ClI tuma
1 HamboJstee 9aCTO BCTPEYAETCSI y AETeH U JIUI MOJIOMOTO BO3PACTa, XOTSI MOJKET Ma-
HudecTpoBath B 1060M Bodpacte. CaxapHblit fuabeT 2 TUIIAa CPEIH B3POCIBIX SIB-
JISIeTCSL JOMUHUPYIOIINM, B IETCKOM BO3pacTe BCTpedaeTcs KpailHe penko. OmHaKko
B HEKOTOPBIX CTPaHax AuabeT 2 TUITa BCTPETIAeTCs Jalle U aCCOIUUPYET C yBETUIN-
BAIOIIENCS PACIPOCTPAHEHHOCTHIO OXKUPEHHUsL. Y SIIIOHCKUX JIeTeil, KOPEHHBIX aMe-
PHUKaHIIEB U KaHAIeB, MEKCHKAHIIEB, aDPUKAHCKIX U MCHAHCKAX aMEPHUKAHIIEB,
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ABCTPINICKUAX AOOPUTEHOB U B HEKOTOPBIX IPYTUX IOMYJISIIUSX CAXaPHBII fuabeT
2 THIIa BCTpedaeTcs Jaiie, 4eM guaber 1 Tuma.

Juaber 2 TuIa B IeTCKOM BO3pPACTe Jallle MPOTeKaeT 6ECCUMITOMHO WU C MUHU-
MaJIbHOU KIIMHUYECKOM CUMIITOMATHKOM. B TO ske BpeMst ipu MH(pEKIIMOHHBIX 3260~
JIEBAHUSIX WU CHJIBHBIX CTPECCAX MOJKET Pa3BUTHCSI KeTOAU03. B passuruu 3aboste-
BaHUSI B IETCKOM BO3PACcTe OCHOBHOE 3HAUCHUE IIPHIACTCSI TCHETHIECKOMY (DAKTOPYy.
Mounosurorasle 61u3nens! B 100% ciry<daeB KOHKOPAAHTHBI (CXOQHBI) 110 auabery 2
THUIA. Y pOfUTesIell TakKe B OOJIBIITMHCTBE CIIy4aeB UMEeTCsI CaXapHblil nuaber 2 TH-
1a, 0COGEHHO IpU 0OCIeNOBAHUN B yCJIOBUSIX TECTA HA TOJIEPAHTHOCTh K IJIIOKO3E.
Bopiroe 3HaUeHNe B MHUIMAINY 3a00JICBAHUSI UMEIOT IIPUBBIYKHU [IOBEICHNS, TAKHEe
KaK IepeelaHye U CHIDKeHHasl (pU3nMIecKast akTHBHOCTb. BHY TpuyTpoOHast 3amepskka
pas3BUTHsI ¢ NeUIUTOM MACChl Teld, a TAKKe HEJOCTATOYHOE MMUTAHHE B PAHHEM
[IOCTHATAJIbHOM IIePHOJe MOTYT CIIOCOOCTBOBATh PAa3BUTHIO fAuabeTa 2 THIIA B JIETC-
KOM BO3pacTe U3-3a U30BITOTHOrO KOPMJICHHsI peOeHKa, IPUBOASIIEr0 K (hOpMHUPO-
BAHUIO OXKHPEHUsI, TUIIEPUHCYINHA3MA, HHCYINHPE3UCTEHTHOCTH.

B monpasmen "Tenerudeckue nedextsbl B-KiaeTouHoit QyHKIMHU' IMpesIaraeTcs
BKJIIOYHUTD caxapHelit nuaber MODY 1, 2, 3, 4, 5, 6 1 HEKOTOpbIe IpyTrue MOHOTEH-
HbIe BU/IbI CAXapHOTo [uabeTa, B IaTOreHe3e KOTOPHIX IeTKO yCTAHOBJICHA IPUIMHA
3a60seBaHus1, 00y CIOBIEHHASI HAPYIIIEHUEM OIPeIeIeHHOTO reHa.

K remermueckum nedpektaM HEMCTBHUSL MHCYJIHHA OTHOCSTCS:: PE3UCTEHTHOCTD
WHCYJIUHY THIA A, JIerpexayHu3M, cuaapoM Pabcona-Mennenxoia, munoarpodu-
geckuil quaber (mogpo6HO cM. B pasmene "[eHeTHUecKre CHHAPOMBI, aCCOIMHUPO-
BaHHbBIE C CAXapHBIM THabeTOM...") I HEKOTOpPbIe Ipyrue GopMbl quabera, sIBIISIO-
IIUecst CJISICTBHEM MYTALUU TeHa PelelTopa MHCYIuHA. [Ipu 9TOM KIMHUYECKH
HAOJIIO/IaeTCsI Pa3jIMnuHasl CTEIIeHb HAPYIIEHUI yIJIeBOJHOrO 0OOMeHa — OT YMepeH-
HOY TUIIePIINKEMUH U TUIEPUHCYIMHEMUN [0 SIBHOTO caxapHoro nuabera. Jlempe-
XayHu3M u cuHApoM Pabcona-MeHieaxXomaa BCTPEYaloTCs B JETCKOM BO3pacTe
U TIPOSIBILSIIOTCSI Pe3KO BBIPAKEHHO PE3UCTEHTHOCTHIO K HHCYJIUHY.

3a6oeBaHMsT 9K30KPUHHON YaCTH IOIPKETYIOYHOM Kele3bl — (PUOPOKAIbKY-
JIe3Hasl MAHKPeATOIIaTUs], IAHKPEAaTHT, TPABMbI C IAHKPEATIKTOMUSIMY, HEOILIa-
3UM, KUCTO3HBIHM (GUuOPO3, FeMOXPOMATO3 B HEKOTOPBIE Ipyrue 3a00aeBaHus, IIpu
KOTOPBIX HApsly CO 3HAYUTEIbHBIMU HAPYLUICHUSIMU 9K30KPHHHOMN 9aCcTU MOMIKe-
JIYIOYHON JKeJie3bl HAOII0NAeTCsI B HeIOCTATOIHOCTh CEKPETOPHOM (DYHKITUU OCT-
POBKOBBIX KJIETOK.

Oupoxpunonaruu (cunppom Hienko-Kymnnra, akpomeranusi, peoxpoMoru-
TOMa, [JIIOKarOHOMa, TUIIEPTUPEO3, COMATOCTATHHOMA U HEKOTOPbIe IPyrue) BCiie-
OCTBHE KOHTPHUHCYJISIPHOTO [EUCTBUSI BBIIE/SIEMBIX B M30BITOYHOM KOJIMYECTBE
TOPMOHOB MOT'YT HPUBOJUTH K HCTOIIECHUIO (DYHKIIHOHAIBHBIX KOMIICHCATOPHBIX
pe3epBOB -KIIETOK HOKETYJOUHOM JKeJle3bl.
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Caxapublil trabeT MOKeT OBbITh HHAYIUPOBAH PSIIOM JeKapCTBEHHBIX IIpernapa-
TOB WY XUMUYIECKUX BEIIECTB, K KOTOPBIM OTHOCATCS INTIOKOKOPTUKOHNIbI, TUPEO-
UJIHbIE TOPMOHBIL, U Oi- ¥ B-a[peHIpPrudecKre arOHUCThl, HUKOTUHOBAsI KICJIOTA, TU-
asu/pl, OWIAHTHUH, IEHTAMUMUH, BAaKOp, O-uUHTepdepoH u apyrue. MexaHU3M
OEHCTBHS UX MOYKET OBITh PA3IMTIeH: YXY/IIeHUe NeHCTBI HHCYJINHA Ha Hepude-
PHH, yCHJICHNE MMEIOLIeHCsl HHCYJIMHPE3UCTEHTHOCTH. B eTckoM Bo3pacTe Hau-
6osiblliee 3HAUCHME MMeeT IIPUMEHEeHNe O-HHTepdepoHa, IO/ BIUSHUEM KOTOPOTO
MOXKET Pa3BUTBHCSI AyTOMMMYHHBII IrabeT, ¢ BBIPAKEHHOU aOCOIIOTHOM HEmIoCTa-
TOYHOCTBIO MHCYJIHHA.

ITpu Bupyc-uHAYHUPOBAaHHOM auabere MOX AefCTBUEM B-TOKCHYECKUX BHUPYC-
HBIX HH(EKIH (BPOXKIEHHAs KPACHYXa, IUTOMETAJIOBUPYC) IIPOUCXOIUT JeCTPYK-
nust B-KJIETOK, BBIP@XKAIOMIASICS B PAa3BUTUH a0COIIOTHON MHCYJINHOBON HEJOCTa-
TouHocTu. HemocpencTBeHHOe HOpakeHHEe BUPYCOM OCTPOBKOBOTO alllapara
BCTPEYACTCSI PEIKO.

K HeoO6b19HBIM (hOpMaM MUMMYHOOIIOCPEMOBAHHOTO ArabeTa OTHOCHTCS CUHII-
POM «CKOBAaHHOTO 4YeJIOBeKa» — ayTouMMmyHHoe 3abosesanue [ITHC, npu xotopom
BBISIBJISIFOTCST aHTUTENA K IIII0TaMaTaeKapOoKcuaase u moutu B 50% cirydaeB pa3Bu-
BAeTCsI CaXapHbI nuabeT. Psan npyrux 3aboaeBaHUI MOYKET COIIPOBOKAATHCS 00pa-
30BAHUEM AYTOAHTUTEJI K pEHEIITOPpAM HHCYJINHA (CI/ICTeMHaH KpacHasa BOJIYaHKa,
MIUTMEHTHO-COCOYKOBAsI AUCTPOQUS KO>KU — acantosis nigricans). ITpu atom Mosxker
HaOJIIOIAThCSI BBIPAKEHHAS! PE3UCTEHTHOCTh K UHCYJIMHY.

CaxaprH?I rHI/Ia6eT MOJKET BXOIUTH B KAY€CTBE€ COCTABJIAIOIICTIO KOMIIOHEHTA BO
MHOTHe TeHeTHdeckue cuaapomsr: layHna, [lepereBckoro-TepHepa, Knattadenbre-
pa, Jloperca-Myna-bunns, [Tpagepa-Buinu, atakcuio @punpeiixa, Xxopero XeHTHHT-
TOHA, TOPPUPUIO, MEOTOHIIECKYIO fUCTpoduio u mp. JIJIst 1eTCKOro Bo3pacTa Hau-
6oitee xapakrepeH cuunpom Bonbdpama (DIDMOAD-cunnpom), npu KoTopoM Hab-
JIFOJIA€TCST MHCYJINHOBBIN TebUIINT, TPeOYIOIINI 06513aTeIbHY 0 HHCYTMHOTEPAIINIO.

reCTaIlI/IOHHbIM ,HI/Ia6eTOM IIPpENJIOKEHO HAa3bIBATh BCE COCTOSHNA HAPYIIEHUS yTIe-
BOOHOTO OOMeHa mpu OepeMeHHOCTH, BKJIIOYas HAPYIIEHHYIO TOJEPAHTHOCThb
K [JIFOKO3€. DTO BBI3BAHO MOBBIIIEHHBIM puckoM HepHHaTaJIbHOfI CMEPTHOCTU U BPOIK-
IEHHBIX YPOICTB IIPU HAPYIIECHUSIX YITIEBOMHOTO 0OOMeHa y GepeMeHHBIX JKeHIIIHH.

Takum ob6pasom, B noustue CJ] BXOmZUT GOJBIIIOE KOJUIECTBO 3a00JIEBaHUI,
TJIaBHBIM CUMIITOMOM KOTOPBIX ABJISETCA I'MIIEPIIIUKEMUS. B HaI/I6OJIee O6IlIeM BHU-
e Bce KIuHUIecKoe MHOroo6pasue hopm ClI moxxHo pasmenuts Ha CJI 1 u 2 Tuma,
reHeTHIeCKre CUHAPOMBI, acconnnpoBannble ¢ ClI, u Bropuunsie popmbr CII.

Pojp HACIEACTBEHHOCTH U XapaKTePUCTUKA TeHeTUIeCKUX U3MEHEHUN IPU 0T~
nenbHBIX popmax ClI cyrmecTBeHHO pasnudaroTcs (Tabi. 2).

CI 1 u 2 Tuma OTHOCSIT K MYJIbTU(AKTOPUAIBHBIM 3a00JICBAHUSIM, PA3BUTHE KO-
TOPBIX 00YCIOBJICHO B3aUMOJICHICTBHEM TeHEeTHIeCKUX (PaKTOPOB U (PAKTOPOB BHEIII-
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Tabnuya 2. Ienemuueckue paxmoput 6 popmupobanuu pasnvix opm CIJ

Ho3sonoruueckue Tun HacnenoBaHuA Oco6eHHOCTH TeHOB
dopmbr CI1
CI 1 Tuna ITomurennoe He6maronpusitHast

KOM6I/IH21HI/IH MHOKECTBa
HOPMaJIbHBIX T€HOB

CII 2 Tuna [Tonurennoe KoMmOuHanus HeCKOJIbKIX
MaTOJOTUYECKUX TeHOB

Tenernueckue

CHHJ/IPOMBI MomnorenHoe (ayrocomHo- IlaTonorndeckuit
TOMUHAHTHOE VJTH (MyTaHTHBIN) TeH
ayTOCOMHO-pelleccuBHOe)  (Jalle — eqUHCTBEHHbIN)

Helt cpenipl. B 1inpoBOM BbIpaskeHHM COOTHOIIICHIE TeHETHIeCKUX U CPeIOBbIX (Dak-
TOPOB MOJKET OBITH OLIEHEHO C IIOMOIIBIO IIPHMEHSIEMOTO B IeHeTHKe KO PUIIIeH-
Ta HACJIeyeMOCTH, KOTOPBII paccauThIBaeTcst 1o popmysne Cmura. Ero Bennanna Ha-
XOIUTCS B IIPSIMOYL 3aBUCHMOCTHU OT 9aCTOTHI IIOBTOPHBIX CIIy4aeB 3a00JIeBaHMUS Cpe-
IV POICTBEHHUKOB U B OOPAaTHON — OT HOMYIAINOHHOTO prucka. Koaddunment Hac-
nemyemoctu mist CII 1 u 2 tuna pasusiercs 0,6-0,8. DTo 03HavaeT, 4T0 6K7140 26Hemu-
ueckux paxmopo8 6 pasbumue CII 1 u 2 muna cocmabnsiem 60-80%. 3HaIUTEIILHO
pasnudaroTcst pakTophl BHEITHeN cpenbl mist oboux turmos ClI. B ocHOBe pasButus
CI 1 Tvma JeXHUT ayTOMMMYHHAst IeCTPYKIUsI B-KJIETOK OCTPOBKOB JlaHrepraHca,
MHUOUPYOMUM (HAKTOPOM KOTOPOH B OOJIBIIMHCTBE CIIYYAEB SIBJISIETCS BUPYCHAsI
undexnust. B ocuose passurust ClI 2 Tuma nexar nepudepudeckie HapyIIeHUs
[eVCTBHSI MHCYJIMHA W/WIN [epBUYHbIe HAPYIIIEHHs CEKPEIH MHCYJIMHA [-KiIeTKa-
MU. Ba)KHBIMU BHEIITHECPEIOBBIMU IIPOBOLUPYIOIIUMU nrabeT (PaKTOpaMHU SIBILSIIOT-
CsT 0COOEHHOCTH MUTAHUST, HU3Kast (PU3NIECKast aKTHBHOCTD, yPOaHU3aIUsL.

O6a ocuoBubIx Tumna CJI SBISIOTCS HOIUTCHHO HACIEAYeMbIMU 3a00JICBAHUSIMIL.
DTO 03HAYaeT, UTO PA3BUTHUE UX OIpe/esIsieTcs KoMOUHanel MHOTuX reHoB. OpHa-
ko mpu atoM passurue CJI 1 Tuma ompepessieT HeGIArONPHUITHAS KOMOUHAIIMS AJI-
JIeJIbHBIX BapUAHTOB HOPMANbHbLIX 2eHO0B, GOJBIINHCTBO U3 KOTOPBIX KOTUPYIOT
pasHble 3BeHbsI ay TOUMMYHHBIX ITpolieccoB. B To sxe Bpems, C]I 2 Tuna pa3suBaer-
51y JIAL, IMEIOIINX MYTAallUX B FeHaX, KONUPYIOIINUX IIPOIeCChl CHHTe3a, CeKPelnu
U IEUCTBUS UHCYJINHA.

leHeTHvecKkue CHHAPOMSBI SIBJISIIOTCS MOHOTEHHO HACJIeNyeMbIMHU (ayTOCOMHO-
DOMHHAHTHBIME WJIA ayTOCOMHO-PEIeCCHBHBIMU) 3abosieBaHusiMu. Hapyrenue
YIJIEBOGHOTO OOMeHa IPU OITOM IIEIUKOM 3aBHCUT OT HAJIUIHUS EIUHOTO,
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B OOJIBIIIMHCTBE CIy4aeB, MATOJIOTMYECKOTO (MYTaHTHOrO) reHa. Msydenue Biusi-
HUSI Pa3JINYHBIX [TATOJIOTMIECKUX FeHOB IIPHU FeHeTHIeCKUX CHHIPOMaxX Ha (hopMu-
pOBaHHe CHHAPOMA THIIEPIIHKEMHUH HUMeeT OOJIbIIOe 3HAYCHUE IS IMOHUMAHUs
IPUPOJIBI CaXapHOTO guabera.

SHaueHUe reHeTH4ecKux (aKTOpoB B paszsurue BropuduHbIX (popm CI| Memee
u3ydeHo. TeM He MeHee MO>KHO IIPEIIOIaraTh Ty WIK HHYIO CTEIIeHb Y4acTHs FeHe-
THUYecKuX (PaKTOPOB B UX (POPMHUPOBAHUML.

F’EHETUYECKAY FrETEPOrEHHOCTb ABYX
OCHOBHbIX TUNMOB CAXAPHOIO ANABETA

B Teuenue HJIATEJIbHOTO BpEMEHU KaK B KIIMHUYIECKUX, TAK U B TECHETUIECKUX NC-
CJIIEOOBAaHUAX C,H paccMaTpUuBaJICA KaK €1Hasl B HO30JIOTUIECKOM OTHOIIIEHUH IIa-

Kymynsitveteiid | [l Cuecsi ¢ €O 1 Tvna
pvick
3 | Monyn. puck CO 1 Tvna
M cueceic CO 2 tuna
2,5 Monyn. puck CO 1 Tuna
2
1,5
1
0,5
0 [ ]

Mpo6aHgpl ¢ CO 1 Tnna Mpo6aHpbi ¢ CL 2 Tnna

Pucynok 1. Oyenka pucka pasbumus CII y cu6cob 6 3abucumocmu om muna duabema
y npobanda Ha ocHobaruu NONyIAYUOHHO-2eHemUYecK020 ananusa 1256 6onvrvix CII,
3a6onebuiux 6 6o3pacme om 20 do 40 nem
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tosorust. VlccienoBaHust FeHeTHIECKON reTeporeHHOCTH unuonarudeckoro CJI 6b1-
a1 Hadathl B 20-30-e rompl. OMHAKO TONBKO € Pa3paboOTKOI 2eHemuKo-anudemMuono-
2U1ecK020 100xX00a 1 COBEPILIEHCTBOBAHIEM METOIOB HOMY/ISIIIMOHHON CTATUCTUKA
YIAJI0Ch IOJIyIUTh HanboJee HaIeKHbIe TaHHbIE, KAacAIOIUeCs 3HAUNMOCTH Haclie-
ICTBEHHBIX (PaKTOPOB B pasBUTHH 3aboseBanust. CYyIIHOCTD MOMYJSIIIOHHO-TEHe-
THUYIECCKUX I/ICC.TICIIOBaHI/Iﬁ 3aKJII0YA€TCA B CPaBHEHNU 9aCTOTHI 3a6OHeBaHI/IH B ITIOITY -
nsuun U B ceMbsix 60apHBIX Cl. Jokazamenvcmbom zenemuueckoii zemepozeHHoC-
mu onpedenennoii popmot 3a60nebanus abnasemcs nobvruenue y podcmbennuixob,
no cpabrenuro ¢ NONYAAYUOHHOIL, HACMOMDL Mol ske Popmol 3a601ebanus, umo u
y 607161020, ¢ KOMOPo20 HAuamo uccnedobanue (6 zenemuie on Ha3vibaemcs npo-
6andom), u omcymcmbue maxozo nobvumenust (no cpabuenuro c NONYAAUUOHHBIMU
daunvivmu) 0ns dpyzux Gopm.

HpI/I SHAYUTEJIbHBIX ITOITYJIAINOHHO-TEHETUIECKUX NUCCIIEJOBAHUAX 3a py6e-
5KOM, a 3aTeM U B Halllell CTpaHe TOKa3aHa FeHeTUIeCKasi FeTepOTeHHOCTh (popMm
CII, pasBUBIIETOCs B MOJIOJOM U IOKHJIOM BO3pacTe. Y CTAHOBJIEHO IIOBBIIIIE-
HUe 9acToThl I0BeHMWIbHOTO CJI cpenu cub6coB mpOOAHIOB TOIBKO C ITOM XKe
opmoit 3aboseBanus. Puck pasBUTHs I0BEHUIBHOTO AuabeTa B CeMbsX IIPO-
6anmoB ¢ B3pocioir dbopmoit 3aboaeBaHUS HE MPEBBINIAT MOMYJISIIHOHHBIN
PHUCK 17151 9TO HOPMBL.

C paspaboTkoit HOBo Ki1accudukanuu BO3 Hamu 61710 TPOBEIEHO UCCIET0Ba-
HUe TeHeTUYeCKOU FeTePOreHHOCTH 1 1 2 TUIIOB CaXapHOro nuabera, BOSHUKIIIETO
B OJIHOM U TOM >Ke Bo3pacTHOM uHTepBase 20 — 40 et (puc. 1). YcraHOBIEHO, 4TO
cpenu cu6coB 6ombHbIX ClI 1 Trma 3a6oneBaemocts ClI 1 THIa HOCTOBEPHO MTOBBI-
1IeHa, a 3a6oxeBaemocts ClI 2 THIIa He OTIMYAETCS OT MOMYJSIITUOHHON. B TO Ke
Bpemst cpenut c6coB 60apHBIX C/I 2 Tma moBbkiieHa 3a6oeBaeMocTts Kak ClI 2 Tu-
ma, Tak 1 CJI 1 tTuma. OgHako ecnu nossiieHue 9acTotsl CII 2 Tuma y HUX CTaTHUC-
TUYECKU [TOCTOBEpHO, To Wi ClI 1 Tuma pasnuyure CTaTUCTUYECKU HETOCTOBEPHO.
O6Hapy>KeHHaH TEHIOCHIIMA MOTJIa 6I)ITb CBsI3aHa C T€M, 9TO, HECMOTPS Ha THIATEIb-
HYIO pabOTy 110 OIpefiesieHuIo THIa fuadeTa y obcienyemsix, B rpyme ¢ CII 1 Tuma
OTIpefieJIeHHBII MPOLIEHT MOIJIM COCTABIISITh OONbHBIE C PA3BUBIIIEHCS B TaIbHEI-
IIIeM BTOPUYHOI MHCYIIMH3aBUCUMOCTHIO (TaK HAa3bIBAeMBbII HHCYITMHOMOTPEOHBII
nuaber) mwin GonpHble ¢ TUIOM LADA (JTaTeHTHBIN ayTOUMYHHBIA CaXapHBII
nuaber).

Takum o6paszoM, ananus cemetinozo mamepuana nosbonsem cdenamv 6v1600,
umo d6a muna CII nacnedytomes nezabucumo 0pyz om opyza u Ho3on0zuuecku s6s-
10mcest camocmosmenvuoiMu 3a6onebanusmu. OTCIOA CIeAyeT, YTO CHCTeMa IeHe-
THUYECKUX (DAKTOPOB, OMPEHeSIOIINX IPeIpacIoIoKeHHOCTh K aByM Tumam ClI,
pasnuuHa. PesynbraTe! ananu3sa Cll B ceMbsX, IPOBEJEHHOTO B HACTOSIIIEM HCCIIEN0-
BaHUWU, IIOKA3aJIU, YTO BHYTpHCGMeﬁHOC CXONCTBO II0 TUITY III/IaéeTa B 3HAYUTEIbHOU
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cTereHN 0OyCJIOBIEHO TeHeTHIeCKUMU (PAKTOPAMH, O YeM CBUETEIbCTBYeT HaJIU-
qre KOPPEJISIUIL 10 TUITy AuabeTa MeXIy IpoOaHIaMU U UX POICTBEHHUKAMIU.

daxt resetuveckor camocrositennbHOCTH CJlI 1 THITa 6B1T TAKKe TOATBEPIKICH Ha-
MU npu ceMelHbIX uccaenopanuax ClI 1 Tuma, Bo3HuKIIero B so3pacre 0 — 20 jer.
ITpu aTOM Kak y pomuresel, Tak u y cub6cos 60npHbIx CJI 1 THIIa 06HAPYKEHO IO~
BBIIIICHNUE [10 CPABHEHUIO C MOMYJISIIMOHHBIMU 3HAYCHISIMU TOTO JKe TUIa auadera
(CI 1 Tuma) u OTCYTCTBUE TAKOTO MOBBIIIEHNUsT fuabera 2 THIIA.

Taxum o6pazom, CJI 1 u 2 TUIA SBJISIOTCS HO30JIOTHIECKH CAMOCTOSITEIbHBIMU
3a60JIeBAHUSIME C Pa3HBIMH ITUOJIOTUIECKAMU (PaKTOpaMHu, IATOT€HE30M, KIHMHU-
YeCKOI KapTHHON U TedeHueM 6osesHu. OHU PasINIaOTCSI TAKXKE 10 CBOUM IIIUJIe-
MHUOJIOTUYECKAM XapPaKTePUCTUKAM, CeMEMHOMY PHCKY pPa3BUTHsI 3a00JIeBaHMUS,
BO3MOYKHOCTSIM U METOJIaM TOKJINHUYECKOU JUATHOCTUKY U IPODUITAKTHKY.

BoizienieHrie T€eHETUIECKH CaMOCTOSITENbHBIX (opM 3abosieBaHusT nMeeT 60b-
III0€ TeOPeTUIeCKOe 3HAUCHHE, TOCKOIbKY HAIIPAB/IsIeT HAa Pas3[e/IbHbII ITOUCK HX
9THOJIOTUYeCKUX (PAKTOPOB U MATOTEHETUIECKUX MeXaHU3MOB. He MeHbI1ee 3Haue-
HHE OHO MMeEeT MIJISI MEIUKO-TeHeTHYeCKOTO0 KOHCYJIbTHPOBAHU, KOTOpoe Oyner
paccMaTpHUBATHCSI B COOTBETCTBYIONINX Pasfiesiax.

HccenenoBanue 9THOJIOTUH U ITATOTeHe3a 3a00JIeBAHUSI MOXKET OBITh YCIICIITHBIM
JIMIIb B TOMOTEHHBIX TPYIIIaX. B 9TOM cMBbICie TeHETHKA SIBJISIETCSI Ga3UCHBIM UC-
CJIeOBAaHUEM IIPU BBISCHEHHH 9HIOTCHHBIX U 9K30TeHHbIX mpudanH ClI.

Kax moxasbiBaeT pacueT k09 uIineHTa HacIeayeMOCTH, POJIb HACJIEICTBEHHOM
npenpacrnosiokeHHocT B passutuu CI 1 u 2 THHa JOCTaTOYHO BBICOKA.
B 9001 CBSI3M UCKITIOUUTEIBHYIO aKTYaIbHOCTD U IEPCIEKTUBY IPUOOpeTaeT OIjeHKa
UHIUBUYaIbHOTO PUCKA Pa3BUTHUS 3a00JI€BAHUST Y KOHCYJIBTHPYEMOTO WIeHa CEMbH
U IMArHOCTHKA nrabeTa HAa PaHHUX, TOKIMHUIECKUAX CTAAUsIX OOJIe3HU, KOT/a IIPo-
(umaxkTrUeckue MepOIPHUITUS MOTYT OBITH IIPOBEICHBI HANOO0JIEE YCIICIITHO.

Cungpowmsl, acconuuposanubie ¢ CIl, OTHOCATCS K 3a00JI€BAHUSIM C MOHOTEH-
HBIM HacCJIeIOBaHUEM — ayTOCOMHO-PEI[eCCUBHBIM WX ay TOCOMHO-TOMHHAHTHBIM.

HYACTOTA CAXAPHOIO AMABETA 1 1 2 TUMNA
B CEMb{X BOJIbHbIX

CemeltHas KOHIEHTpanus caxapHOTo nHaGeTa NJIN 9aCTOTAa IIOBTOPHBIX CIIy9IaeB
3a60JIeBaHUS B CEMBbSIX OOJIBHBIX OIPeesIsieTcsl PIoM (PakTopoB:

1) uacmomoii caxapnozo duabema 6 nonynsyuus;

2) konuuecmBom 60nvHvIX U 300p06bix podcmBertukob, cmenenvio ux podcmba;
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3) Bo3pacmom 6o3nuknoBenust caxaprozo duabema y npobanda, 6 nekomopuvix
Cyuasx — noiom npo6anoa;

4) o3pacmom o6cnedyemuix podcmBentuxob, 6 HeKOMOPwvIX CAYHAAX — UX HOTOM;

5) munom caxapHozo duabema y npobada.

[Tpu mpoBeeHUN MEIUKO-TEHETUIECKOTO KOHCYJIbTUPOBAHUSI HEOOXOIIMO TIOM-
HUTB, 9TO 1 ¥ 2 THUIIBI CaXapHOTo nuabeTa sIBJSIIOTCS ITATOTCHEeTUIeCKH PA3InIHbIMH,
FeHeTHYECKU CaMOCTOSITEIbHBIMU 3a00JICBAHUSIME ¥ HACJIETYIOTCSI HE3aBUCUMO IPYT
ot npyra. Henb3st cBsi3pIBaTh IOsIBIEHUE caxapHOro guabera 1 Tuma y pebeHKa ¢ nme-
IOIIMMCSI CaXapHbIM ArabeToM 2 Trma y 6abyIIKy — 9TO IBa PasIHIHbIX 3a00JIeBaHNUSL.
Nmeroriuecst B pOIOCIOBHOM OTHeAbHBIX 601bHBIX CII 1 Tima crygan ClI 2 Tuma HO-
CAT CIYYAMHBIN XapaKTep U He NO/DKHbBI YIUTHIBATCS IPU OILIEHKE CEMEMHOTO PHCKa.

SHAYUTEIBHO PA3INIAIOTCSI 3a60JIeBAEMOCTh U PACIPOCTPAHEHHOCTD IBYX TH-
[I0B CaXapHOro guabera B MOMy/IsInuU: Ipu | Tuie 9Tu mokasareu B 10 u 6osee pa3s
HIDKe, 9eM npu 2 ture CJI, Ipu 9TOM U 9acTOTa HOBTOPHBIX CIydaeB 3a00JIeBaHUs
1 tunom C]I, cpenu popcrBeHHUKOB 60abpHbIX CJI 1 THIIA CYIIECTBEHHO HIDKE, IeM
gacrora 2 tuna CJlI B ceMbax co 2 TUIIOM 3a00JIeBaHUS.

CemenHbi puck CL1 1 Tmna

9MHI/IpI/I‘IeCKI/IM ITYTEM IIOJTYy9€HbI CpeIHNE€ OLEHKU PUCKA Pa3BUTUA I[I/Ia6eTa I
WIEHOB CeMell, UMeIOIIIX oqHoro 6ompHoro ClI 1 Tnma pomcTBeHHNKA. MaKkCHMah-
HBIIT PUCK UMEIOT POICTBEHHUKH | CTereHn poucTBa (IeTu, pomuTenu, OpaThsi-cecT-
pBI) — B cpeHeM OT 2,5-3% 110 5-6%. Y CTaHOBJICHO, 9TO 4acTOTa 3a00JIeBAHUS IUa-
6etoMm y mereit ot otioB ¢ CJI 1 tuma Ha 1-2% Bbitre, dem oT Matepett ¢ CII 1 Tuma.

B xaxmoit KOHKPeTHOI ceMbe puck pazbumus 3abone6anus 3a6ucum om mHo-
2ux paxmopob: konuuecmba 6onvHvIx U 300pobouix podcmBernuxob, 6o3pacma ma-
Hupecmayuu duabema y uneno cemvu, 603pacma KOHCyTbMUPYeM020 U 1IP.

ITo crennanbHOM METOMKE PACCUUTHIBAIOTCS Tabuuipl pucka pazsurust ClI 1
THUIIA B 3aBUCUMOCTH OT KOJIYECTBA 60J'H)H]:>IX 1 300POBBIX POACTBEHHUKOB U BO3-
pacTta KOHCYJIbTHPYEMOTO ISl CeMell pa3IndHOTrO THIIA.

B xa)kmoM TuIe pomuTeNnbCKUX OpakoB (00a pomuTesist 3MOPOBBL, OMUH POTUTEND
60JieH, BTOPOI — 30POB, 006a poxuTenst 60IbHBI) paccuuTal puck pazsurust ClI 1
THUIIA [JISI JeTei B 3aBUCUMOCTH OT KoiaudectBa 60nbHBIX (1=0,1, ..., 4) 1 3MOPOBBIX
(n=0,1 ..., 5) 6paTbeB u cectep.

Chvit OII€HKU ITOBTOPHOTO PUCKA ABJISIOTCA 6a3OBbIMI/I, HNCXOOHBbIMU, TAK KaK OHU
He 3aBUCST OT BO3PacTa KOHCYJIbTHPYeMoro. [lockonbky ¢ Bo3pacmom puck 6o3Huk-
HoBenust duabema 1 muna cHuskaemcst (K 75 rogaM HOBbIe CIIydan 3a00JIeBaHUs JIN-
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Tabnuya 3. Oyenku nobmoprozo pucka pasbumust CII 1 muna c yuemom cemetiHozo aHaMHe3a
Honynsyuonnoiii puck: Q=0,194. Hacnedyemocmo: h =0,805

Craryc Yucno Yucio 601bHBIX CHOCOB (1)
poauresei 3J0POBBIX
cnbcosB, n r=0 r=1 = r=3 r=4
O6a n=0 0,18 3,25 9,50 16,37 22,75
ponutens n=1 0,17 3,04 8,78 15,12 21,09
3I0POBBI n=2 0,17 2,86 8,17 14,06 19,66
n=3 0,16 2,71 7,64 13,14 18,42
n=4 0,16 2,57 7,19 12,34 17,33
n=>5 0,15 2,45 6,79 11,64 16,36
OnuH ponutenb n=0 3,94 11,96 20,71 28,54 35,17
60J1eH, n=1 3,61 10,77 18,66 25,89 32,15
Opyrou — n=2 3,34 9,81 17,00 23,70 29,61
370pOB n=3 3,12 9,03 15,63 21,87 27,45
n=4 2,93 8,38 14,48 20,30 25,59
n=>5 2,77 7,82 13,49 18,96 23,97
O6a n=0 34,31 40,20 45,42 50,01 54,03
ponuTens n=1 31,23 36,70 41,60 45,99 49,89
6OJIHLHBI n=2 28,75 33,85 38,48 42,66 46,43
n=3 26,69 31,48 35,87 39,86 43,49
n=4 24,94 29,47 33,63 37,45 40,95
n=>5 23,44 27,73 31,70 35,36 38,73

60 He MOSIBIIIOTCST, JINOO0 MOSIBILIIOTCS C MCUe3aI0IIe MAJIOH 9aCTOTOM ), TO IPU IIPO-
BEJCHUH MEJUKO-TeHEeTUIEeCKOTO KOHCYJIbTUPOBAHUS HEOOXONMMBI IIOIPABKH HA
BO3PACT KOHCYJIbTHPYeMoOro. B tabnuie 3 mpencraBieHa OjeHKA IIOBTOPHOTO PHIC-
Ka st Oymymiux fieteit, B Tabiuiie 4 — IMOIpPaBKa HA BO3PACT KOHCYJIBTHPYEMOTO
K MOMEHTY 00CJIeIOBaHUsL.

IMockonbky 3aboneBaemocts CJI 1 THIIA y MY>KYMH U JKEHIIUH B IIONYJISIIHN
ONMHAKOBa, B TabiMIax yKaszaHO 00Iee KOJIHMIECTBO OOJBHBIX U 3MOPOBBIX
POICTBEHHUKOB 6e3 IofipasesieHus 1o mory. O)KumaeMblil PUCK 3a60JIeBaHUS OUde-
PENHOTO IIOTOMKA TeM BBIIIIe, YeM OOJIbIle GOJIBHBIX B CeMbe, U TeM HIDKE, IeM
60JIbIIIe 3IOPOBBIX JeTe B TaHHOU CeMbe.

YroObl HalTH OIeHKY pucKa pasButust CIl 1JIst ceMbH ¢ COYeTaHUEM KOHKPET-
HOTO Yncia 60IbHBIX U 3OPOBBIX POJCTBEHHUKOB, HY)KHO B rpade "craTyc ponu-
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Tabnuya 4. Tabauya nonpabox Ha Bo3pactn KOHCYLLMUPYeMO20 K MOMeHmy 00cnedoBanus
ons CII 1 muna

Bospact IlonpaBku gasa IlonpaBku gas
KOHCYJIbTHPYEMOTo, MaJIbYUKOB HeBOYeK
TOJBI

Pt Qt% Pt Qt%
0-4 0,95 0,01 0,96 0,01
59 0,88 0,01 0,90 0,02
10-15 0,70 0,03 0,72 0,04
16-19 0,53 0,03 0,53 0,05
20-24 0,31 0,03 0,29 0,04
25-30 0,00 0,00 0,00 0,00

teseir” (Tabi. 3) OTBICKATh COOTBETCTBYIONIYIO HH(MOPMALIHIO 110 [IePEIUCICHHBIM
BBIIIIe BO3MO)KHBIM THIIAM POJHUTENBCKUX OPaKoB, a 3aTeM Ha IepeceIeHIH COOT-
BETCTBYIOIIIUX JUCEII 60.TII)HI)IX 1 300POBbBIX ﬂeTeﬁ HaWTH OL€HKY pHUCKa.

Hanuuue podcmBernurob co 6mopvim munom CII e yuumuvibaemcst, npuHUMAas
BO BHUMAaHUE HE3ABUCUMOCTD HAaC/I€NOBaHNA IBYX THUIIOB 3a60HeBaHI/IfL

JlJist IOTIpaBKK Ha BO3PACT KOHCYJIBTHPYEMOTO pebeHKa HeOOXOIMMO HaiifieH-
HBIIT 110 TabJuile 3 MoKasaTelb YMHOXHUTD Ha MEPBYIO MTOMPABKY 13 TaOIHUIIBI 4 1ist
manHoro Bospacra (Pt) m sarem mpu6aButh Bropyio mompasky (Qt). IIpu atom
¢ yBenuuenuem Bospacma xoucynvmupyemozo puck pazbumus CII 1 muna nocme-
NeHHO CHUXAeMCsL.

Ot TabIHLIBI PACCIUTAHBL IJISI MOCKOBCKOT nonymsyuy, rie "HaKOILUIeHHAsT" 1O
40 ner 3a6oneBaemocts CJI 1 tuma cocrasisger 0,2%. O4eBUIHO, 9TO I KAKIOM
KOHerTHOﬁ IIOITYJIATTUUN JOJIKHBI 6I)ITb IIOJTYy9€HbI CBOU OII€HKU CEeMENHOT 0 pucka
C Y4eTOM IOIYJISIIHOHHOM 3aboseBaemoctd 1 dacToTsl CJI 1 Tuma cpenu cu6cos.
Hns nonynsyuu ¢ 6onee Bvicokum ypobuem 3abonebaemocmu onu 6ydym Bvuue,
¢ 6omee HUSKUM — HUXKe.

W3 Tabaunpbl 3 BULHO, 9YTO B CEMbIX, HE UMEIOIINX O0JbHBIX nuaderoM 1 Tu-
ma, PUCK pas3BUTHs 3a00JeBaHUsI HECKOJIbKO HIDKE MomyasmuoHHOTO — 0,15-
0,18%. B ciyuasix, xorga nuaberom 1 Tuma 60JieH OLUH U3 POAUTEIICH, PUCK [T
pebenka cocrasisiet 3,94% (3-3,5% — korga nuabetrom 60abHA MaTh U 4,5-5% —
Korma puaberom 6osen orer). [Ipu HaMMIUM OTHOTO GOIHLHOTO POTUTENS U OfI-
HOTO OO0JIBHOTO peGeHKa PUCK IJISI JPYroro moBbImraeTcst yxe no 11,96%. [pu
BO3HUKHOBeHUH nuabera 1 Tuma y 060MX poguTeNeil puck st pebeHKa COCTaB-
nstet 34,31%, a eciu B 9TOM ceMbe 3a60ieBaer eiie U peGeHOK, PUCK IJISI IPYTO-
ro noseimaercs 1o 40,20%. I1pu runoreTndeckoil B COBPEMEHHBIX COIIUATbHBIX
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ycnoBusx cutyamnuu, xorga CII 1 tu-
Ia B MHOTOHETHOM CeMbe CTPafaroT
C 2 tvna o6a pomuTens u YeThIipe CHbCa, PUCK
I TATOro pebeHKa COCTaBiser
54,03%. C yBeaudyeHUEM 4YHCIA 30-
POBBIX JieTell OI[eHKU PUCKA CHIDKA-
forcsi. Tak, IuIs mocineqHe paccMoT-
PEHHOI CUTYallU| IIPY HAaJIMYHUU eIlle
IATHA 3[0POBBIX JIE€TEN PUCK IJIA Jie-
csIToro pebeHka cocrasisieT He 54%,
a 38,7%. B ciyuasx, korma cTaTyc po-
OUTeIell HeM3BeCTeH, OI[EHKU pPUCKa
HECKOJIbKO BbINIE, 9€M IIPU HAJITUIUNN
0060HX 3JOPOBBIX POIUTEIICI.

ITosscaum METOAUKY II0JIb3OBAaHUA
TabmuiiaMu Ha mpuMepe. B cembe, rme
06a pomuTesst 3MOPOBBI, UMEETCSI TBOE
Pucynox 2. IIpumep podocnobroil mereit: onuH pebeHOK (moub) GoeH ca-

XapHbIM IuabeToM 1 THIia, BTOpOit (ChIH

11 stet) 3nopoB. CaxapHbIM fuabeToM 2 THIIA CTpajgaeT MaTh oTna (puc. 2). Pogurenn
XOTSAT HMeTh ellle OTHOro pebeHka. Tpebyercst oreHUTh BeposiTHOCTH passutmst ClI:
a) y IUTaHIPYeMOro pebeHKa, 6) y UMEFOIIerocst 3MOPOBOTO.

A. B Tabmuume 3 Ha mepecedeHMHM MaHHBIX "00a pPOMUTENST 3IOPOBHI,
"1 3mopoBsrit cubc" u "1 6oapHOI cHOC" HAXOMUM PUCK, paBHBI 3,04%. Hanrmaune mua-
6era 2 Tuna y 6abyIIKy He BIHSET HA PUCK pasBuTHs fuabera 1 Tuma y pebeHKa, ydau-
TBIBasI HE3aBUCHMOCTD HACIENOBAHUS IBYX TUIIOB nrabera. Takum o6pa3om, pucK pas-
Butwust CII 1 Tuma y rraHupyemoro pebeHka coctasiisieT 3,04%.

B. [list ycranosenust pucka passurtust CII 1 THIIA y MMEIOIerocst BTOporo pebeH-
Ka 110 Tabutuie 3 Ha epecevdeHIN JAHHBIX "00a pOIUTeNst 3MOPOBHI', "0 3MOPOBBIX CH6-
coB" (He cauTas KOHCYAbTUPYeMOro), "l 6GombHOU cHOC' HAXOIUM PHCK, PaBHBII
3,25%. Ins nonpasku Ha Bo3pacT peberka (11 ser) Haiinenusre 3,25% yMHOXaeM Ha
nepsylo nonpasky (Pt) mst aToro Bogpacra (10-15 sret) u3 Tabnuips! 16 U K IOJIyIeH-
HOMY Pe3ysbTaTy npubasisieM BTOpPyo mompasky (Qt), T.e. 3,25 x 0,7+0,03 = 2,305%.

IIpednazaemvie mabnuywvt oyenku pucka CI 1 muna o6nadarom 1o KpaitHen
Mepe 08ymst npeumyusecmbamu: BO-TIePBBIX, OHU MPENYCMAaTPUBAIOT MPAKTHIECKH
BCE BO3MO)KHBIE CUTYaIINU 3260JIeBAeMOCTH B CEMbSIX PA3IMIHOIO pa3Mepa, BO-BTO-
PBIX, 1 9TO caMoe IJIABHOE, TAOJIUIbl 00ECIIEYNBAIOT OCHOBY [JISI JUHAMUIECKOTO
HAOJIIOfIeHNsI C U3MEHEHMEM B TeUeHHe JKU3HU (C BO3PACTOM KOHCYJIBTHPYEMOTO)
pucka BosHukHOBeHUs ClI.

CcO 1 tvna
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[Ipu Hanuauu 60IbHBIX POACTBeHHUKOB Il cTenenn poxpcTBa (menyku-6a6yii-
KU, [SIU-TETH, TBOIOPOIHbIe OpaThsi-cecTpbl) puck pasputust CII 1 Tuma moBbIIIa-
eTCsI B MEHbIIIeH CTelleHu. Biusinue 60sbHbIX porcTBeHHUKOB 1T cremenu poxmcrsa
BBIPaKEHO C1a60.

Kp0Me TOTIO, ITPU IPOBEAECHNUN MENUKO-TEHETUIECKOTI'O KOHCYJIbTUPOBAHUA HeO6‘
XOIUMO MTOMHHTD, 4TO cyuwjecmByem ob6pamnas 3abucumocmv mexdy 6o3pacmom
debroma C[[ 1 muna y nepBozo cnyuas 6 cemve u puckom ezo pazbumust 01s ocimanp-
HoIx podcmBennurxob. ITpu manudecrarun ClI 1 Tuma B Bospacte ot 0 do 20 wemn
JaCTOTA ero BOSHUKHOBEHUsS Y OpaThbeB-cecTep cocTaBiseT 6,4%, a mpu MaHubecTa-
1uu B 20-40 mem — Bcero 1,2%. Takum 06pa3om, 4eM B 60siee paHHEM BO3pacTe pas-
BIUJICS CTydail quabera 1 THIIA B JAHHOU ceMbe, TeM OGOJIBIINIL PUCK 3a00JIeTh UMEIOT
OCTAJIbHBIC YJICHBI CEMbU.

[ToMuMO 3TOTO, MEXAY GOJIBHBIMU POACTBEHHUKAMU CYIIECTBYET KOPPEISIIINs
I10 BO3PACTY, B KOTOPOM IIPOU3OIIITa MaHI(ecTaIus 3a60JIeBaHuUs, a TAKKe 110 Bpe-
menn fie6rora CJI 1 Tuma B cembe. BoguukHoBeHMe MOBTOpHBIX crydaeB CJI 1 Tuma
B OIHOI CceMbe B TeUeHIe OTHOTO rofa HabiromaeTcs mpuMmepHo B 25%. Crydaw,
KOI[]a Pa3HUIlA B BO3pacTe MaHM(ecTaluy He MpeBbIIaeT 1 ropa, HaGIIONAIOTCS
B 15%, a mpu pasHuIle B Bo3pacTe MaHudecTalnu B npemenax 5 get — B 44%. Y 1/3
cemeit moropusie crydan Cll He MMenn 3aBUCHMOCTH OT BpeMEHH U BO3pacTa je-
6roTa quabera y IepBOro UieHa CEMbH.

Taxum 06pa3om, BpeMeHHOH (PaKTOp TaKsKe JOJDKEH YIUThIBATHCS IPU MEIUKO-
T€HETUIE€CKOM KOHCYJIbTUPOBAaHUUN U O6CHCHOBaHI/II/I TS q)OpMI/IpOBaHI/IH TpyIix
BBICOKOTO PHUCKa. XpoHOmozuuecku Haubonvuwuii puck 0as pasbumus duabema
POICTBEHHUKH UMEIOT B TeueHUe Ommkanmux 1-2 sem om nepBozo cnyuas 3a6one-
Banus, a Taxoxe 8 mom ke 6o3pacme 1IIOC-MUHYC 2-3 TOza.

CemeniHbi puck C1 2 Tnna

Y poncrBeHHHKOB 60ybHBIX 2 THUIIOM CJI MOBBIIIIEH PUCK PA3BUTUSI HIMEHHO BTO-
poro (Ho He mepBoro) tuima 3adoseBaHus. OLEHKN CeMEITHOTO PUCKA Pa3BUTHUS CaXap-
Horo jpuabera 2 TUIA 60Jiee CJIOXKHBI B CBSISH C BBIPQKCHHBIMHU I10JIO-BO3PACTHBIMU
pasnuausMu B 3a00I€BaeMOCTH STUM TUIIOM IHAbeTa B IOIIYJISIIIUY U TPYAHOCTBIO yC-
TAHOBJICHUSI BO3PAcTa MaHU(ECTAI[UH U3-3a OTCYTCTBUS SIBHOU KIMHUIECKON KapTH-
HBI B Havasle 3a00JieBaHUsI. DTU UCCIIEIOBAHUS TPEOYIOT OONIBIIION KOPPEKTHOCTH B
MeTOIMIECKOM ILTaHe. MI3BecTHO, 9T0 0K010 20% MaleHTOB Pa3BUBAOT 3a001€BaHMe
10 40 net, 40% — B Bo3pacte oT 40 o 60 jeT, u 40% — mocse 60 yeT. Y KeHIIUH JacTo-
ta CJI 2 tuna Bbiie, YeM y Myskaut. K 70 romam KyMyJIssTUBHBIN PUCK nuabera 2 TH-
I1a B MOCKOBCKOM IIOITYJISIIIAN COCTaBJIsAeT UL skeHInuH 11,9%, nisa my>xans — 6,6%.
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[Tonosseie paznuuus B yacrore CJI 2 Tuma B NONYJISALUU ONPENEISIOT pas3aud-
HBII PUCK 3a00JIeBaHUs B 3aBUCHMOCTH OT I10JIa IPOOaHIa U pofacTBeHHUKA. 1o
IOAHHBIM, IOJYIeHHBIM HAMHU COBMECTHO ¢ MIHCTUTYTOM MEIUIIMHCKOM [€HETUKH,
PHUCK pa3BUTHUSI caxapHOro Anabera y OparbeB IpoOAHIOB-MYKIUH paBeH 19,3%,
a'y 6parbeB mpo6aHIOB->KeHITUH — 9,6%), 4T0 B 2,9 1 1,5 pasa BbIlIe MOMYJISAIA-
OHHOTO pHCKa pas3BUTHs nuabera y MyxduH (6,6%). Ta sxe 3aKOHOMEPHOCTb OT-
MeJaeTcst U IJIsL cecTep GOJIBHBIX: Y CecTep MPOOAHIOB-MY>KIUH PUCK COCTABUI
27,3%, y cectep npobanmoB->keHIIuH — 21,6%, 4T0 B 2,3 1 1,8 pasa BbIiIe MOMIY-
JAMUOHHOTO pucKa st skeHIuH (11,9%). KpoMe TOro, MOXXHO OTMETHTH, YTO
y cu6coB TpO6AHIOB-MY)KINH PUCK Pa3BUTHUS CAXapHOTO quabeTa B 11€JIOM BBIIIIe
(19,3% u 27,3%), ueM y cub6coB mpobannoB->keHInuH (9,6% u 21,6%). [Ipu atom
pHUCK pasBuThs auabeTa MaKCUMAJIBHBIN y cecTep MpobGaHgoB-MykauH (27,3%)
U MUHUMAQJIBHBII — Y 6paTheB npobannos-xeHuH (9,6%). [Tonydenusre pasiu-
9Hs B paclpelie/IeHUN YacTOThI CaXapHOTo nuabera cpeau CU6COB B 3aBUCHMOCTU
oT mosa cubca u mpobaHaa COOTBETCTBYIOT MYIbTU(MAKTOPUATHHOM MOMEIN Ca-
xapHoro nua6era. OHu 00yCIIOBJICHBI PA3IHIUSIMU ITOBEPIKEHHOCTH K CaXapHO-
My nuabeTy y JIMIl pasHOTO II0JIa B HOMYJISIUN.

Yacrora quabera 2 Tua B CeMbsX OOJIbHBIX B 3HAYUTEIBHON CTEIICHU 3aBUCUT
oT Bo3pacta maHubecrauu 3aboneBanus y npobanna. B omHom dpaHysckom uc-
CJIEIOBAHUU CPABHUBAIU [BE IPYIIIBI OOIBHBIX — C JUATHOCTUPOBAHHBIM JHAOETOM
2 Tuma B Bo3pacte ot 10 1o 44 set u oT 45 mo 59 net. Yactora nnabera y pomutesnein
ObLTa BBIIIIE B TPYIIIE C PAaHO Pa3BUBIIUMCS fuabeToM — 66%, TpoTuB 36% B rpyIi-
Ie MPOGAH/IOB C TO3HO Pa3BUBIIUMCS fuaberoM. [Ipu aToM 6bUIA OTyUeHA OUCHD
BBICOKasI PAaCIIPOCTPAHEHHOCTh AuabeTa 2 THIIA Y POAUTEIIE B IPyIIIie MPO6aHIOB,
3a0o0seBux 10 25 jger (MODY Tuir).

DTH paHHBIE, IOTYyYeHHbIE 10 POJUTEISIM-IIOTOMKAM, HAaBOISIT Ha MBICIb
0 pasIUINK HACJIEMTOBAHUS CaXapHOro nuabera 2 TUIIA C PAHHUM U IO3THUM €ro Ha-
vajoM. CIy4au ¢ paHHUM HadaJIoM 6oJiee 6JIM3KO COIPUKACAIOTCS C Ay TOCOMHO-/I0-
MUHAHTHBIM THIIOM HACJETOBAHUS, B TO BpeMsl KaK CJIydad C [MO3JHHM HAIaIOM
B OOJIBIIION CTEIIEHU MOTYT OBITh JETEPMUHUPOBAHBI OKPY>KAIOIIE CPEIOL.

[Tono6HyI0 3aKOHOMEPHOCTD JAIOT AMEPUKAHCKME HCCAeTOBAHUS 110 CHOCAM.
"HakommenHass" 3a601eBaeMoCTh K Bo3pacty 50 jer coctaBisina 20% y cubcoB,
mpo6aHabl KOTOPBIX 3abosenu auaberom fo 45 jer, u Bcero 17% K Bo3pacry 65
net y cubcoB, mpobGaHIbl KOTOPBIX 3aboienu mocie 45 net. B momyssanun "Hakom-
nenHast" 3a60y1eBaeMOCTb K Bo3pacty 70 jer coctasisuia 11%.

[Ty6nukanuil MO OIpeNeIeHUIO YaCcTOThl caXapHOTo guabera y IOTOMKOB,
UMEIIUX 060UX GONBHBIX AUa0eTOM 2 THIIA POAUTENEH, HEMHOTO B CBS3U CO
CJIOXKHOCTBIO IOJTYyYeHUsI TAKOTO CeMEITHOr0 MaTepuaia. B uccienosanuu, mpose-
OeHHOM B J[XKOCIMHOBCKOM [Ua0eTOIOIMYeCKOM LIEHTpPe 3a 25-JIETHHUI IIEePHOI,
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puck 6611 onpesesieH y 606 IOTOMKOB OT IBYX O0JIbHBIX poputeneit. Kymyistus-
HBIII PUCK K BO3PACTy 65 JIET y HUX COCTABISLT 45%, 4TO OBLIO B 5 pas BHILIE, 94€M
B 06111et momyasnun. VHTepecHo, 9TO Havaao quabera y MOTOMKOB OBLIO HaM-
HOTO paHblile, ecyin fuabeT y popuTeseil AMarHOCTUPOBAH 10 50-JIeTHEro Bo3pac-
Ta 110 CPAaBHEHUIO C IIOTOMKAMHU POJHUTENIeH, fuabeT y KOTOPBIX JUATHOCTHPOBAH
nocie 50 Jer.

Taxum 06pasom, Kak u pu 1 Tume caxapHoro auabeTa, Mpu 2 TUIE CYIIECTBY-
eT BBIP@KEHHAs] KOPpeJsanus MEXKIy BO3PAacTOM Hadanaa auabera y poguTeseit
U TIOTOMKOB, a TaKKe y CHOCOB.

MOJIEKYNNIAPHO-TrEHETU4YECKUE
MCCINEOOBAHUSA

CaxapHbI gnabet 1 Tmna

HacnencrBeHHast penpacoiokeHHOCTb K caxapHOMY nuabery 1 Tuma peanu-
3yercst depe3 HeOJIarompUsTHYI0 KOMOMHANMIO HOPMJIBHBIX T€HOB, PACIIOIOKEH-
HBIX B Pa3JIMYHBIX JIOKyCaX Ha Pa3HBIX XPOMOCOMAX, OOJIBIIMHCTBO U3 KOTOPBIX
KOHTPOJIMPYIOT B OpraHU3MeE pa3/INIHbIE€ 3BEHbA ayTOMMMYHHBIX ITPOIIECCOB. Ha-
ubosee usydeHnon siisiercst HLA-061acTh, pacrosiokeHHas Ha KOPOTKOM IIede
6-11 XpOMOCOMBI.

MoJeKyIapHO-TeHeTHYeCKHe UCCIeTOBAHUS IIO3BOJISIOT HHIUBHUIYAIU3UPO-
BaTb PUCK JIAA KOKAOTO KOHKPETHOT'O 1JI€EHAa CEMbU. JrtoT PUCK MOXKET 6bITI) OL€HEH
IBYMs CIocob6amu:

1) 110 HAJINMYUIO T€X WJIX UHBIX ITPEAPACIIOIATaAIOMINX WX ITPENOXPAHAIOINX aH-
turenoB (ajureseit) B HLA-cucreme;

B pycckoil IOIyJIAIIUN BBICOKYIO CTEIIeHb IIPeIpPacIOIOKeHHOCTH K caxap-
HOMY nuabery 1 THIa HeCyT ciepyromiue ajaenu u ux kombuHanuu HLA-DQ-
u DR-reHOB:

SS/SS (1no ecmv Arg 52+ Arg 52+/ Asp 57- Asp 57- ),

DRBI1*04-DQBI1*0302,

DRBI1*04-DQAI1*0301,

DQAI1*0301,

DQBI1*0302;
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cpedHio10 cmenenv nPpedpacnonoKeHHOCHU — Ciedyioujue e U Ux KOMOUHAUUU:

SP/SS unu SS/SP,

DQAI*0501-DQB1*0201,

DRB1*17,

DRB1%17(03)-DQAI1*0501,

DRBI*17(03)-DQBI1*0201,

DRBI1*04.

2) y cubcoB nOmOIHUTEIbHASS NHMOPMALKS MOKET ObITh ITOJIydeHa IPU UC-
CJI€JOBAaHUU CTCIICHU UX UOCHTHUYHOCTHU C 6OJII)HI)IM CI/I6COM II0 OTUM MapKepaM.
OTOT METOAMYECKUH MOIXO0, IPUMEHAEMbINI B CEMENHBIX MOJIEKYJISIPHO-T€HETH-

YeCKUX MCCITOBAHUSIX, IIOTYydnsI Ha3Ba-

Q d Hue "Memod onpedenenust udeHmuuHoc-

mu no zaniomunam, HaciedyemvivM O
npedxo8" (Identical by descent — IBD-
udeHmuuHvie N0 NPOUCXOXKOEHUIO) UTU
2annoudenmuunocmo. Ilpu aTOM MOXKeET
6bITh OlfeHeH puck passutus CJI 1 Tuma
cpenu 6paTbeB-cecTep OOJBHOTO caxap-
HBIM J71a0eTOM B 3aBHCUMOCTH OT CTeIle-
Hu uX HLA-uneHTUIHOCTH ¢ OOJIBbHBIM.
Pucynox 3. Bapuanmor nacnedoBarust demo- CYTI’ METOHa COCTOUT B CICHYIOLICM.
MU XPOMOCOMHbIX TI0KYC0B 0m podumerneil Kax m3BecTHO, Bce KJIETKU YeJI0BEYECKOTO

OpraHm3Ma UMEIOT OunaoudHviii HAGop
xpomocom. ITapHbIe XPOMOCOMBI, COIEpPIKAIIUECS] B JUILIOUAHOM Habope, HMEIOT
pasiumaHoe mpoucxoxaeHue. OgHa U3 HUX IPOUCXOAUT OT XPOMOCOMBI, OTyIeH-
HO U3 SIMIEKIETKA MaTepH, U HeceT B cebe TONbKO MaTepHHCKUE TeHbl. pyras
XpOMOCOMa IIOJy4eHa depe3 CIIepMAaTO30U/L OTIIA M HeCeT JIUIIb OTIIOBCKUE TeHBI.
DTo mpoucxonutT 671a200aps npoyeccy meiioa - pazdeneHust nonobvix kiemox (2a-
Mem), B pe3yJIbTaTe 1eT0 OHU npuobpemarom 2annioudHviii Habop xpomocom. [Toc-
Jie OILIOZIOTBOPEHUsI BHOBb 00pa3dyeTcst AUIUIONAHbII Habop. [Ipu aToM mpoucxo-
OUT Cy4atinoe KOMOuHupobarie Xpomocom, KOTOPOe JISKUT B OCHOBE TeHETHIeC~
KO PasHOPOLHOCTH I'aMeT.

CxeMaTH4YeCKU 3TOT MpOoIiecc MpeAacTaBieH Ha puc. 3.

[Tpu 9TOM HETH IO PSILY XPOMOCOM MOTYT OBITh IOJHOCTHIO UACHTUIHBL IPYT
apyry (zanpumep, AC-AC ninu AII-AJl 1 T.1.), HAIOJOBUHY UICHTUYHBI (HAIIPU-
mep, AC-AJl unu AC-BC u 1.1.) nau sxke moaHocthio pasnumanabl (AC-Bl). Ilpu
CIIy9allHOM paclpeneseHnu MOTOMCTBO dYaie (B 50% ciydaeB) HAIOJOBUHY

AB CcD

AC AD BC BD
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Puick 20 Il O6wwii puck anst cn6cos 6e3
ch11vna, % 17.8 VI,D,EHTVI(gI/IKaLlI/IM UX MO ranfoTunam

Puck ans cmbcoB, MAEHTUDMLMPOBAHHbBIX
15 no ransiotTunam

10

0

IBD=2 IBD=1 IBD=0

MpeHTnyHocTb cnbeos no 2, 1 1 0 rannotunam.
B ka4yecTBe reHeTu4eckon MeTku ucrnonb3oBaHbl HLA-A-, B-, DR-aHTurexs! n/unu annenn HLA-DQ-reHoB

Pucynok 4. Oyenka pucka CII Imuna cpedu cu6cob 6 3a6ucumocmu om ux udeHmu1HoCmu
10 zeHemuveckum Mapkepam (zansomunam)

UIEHTUIHO, B 25% ciiydaeB CHOCHI TOJHOCTHIO UAEHTUYHBI, B 25% — PasIndHBL.
[Tpu reHeTHYeCKOM THIHMPOBAHUU Map cu6COB, KOHKOpHaHTHBIX mo CJI 1 tuma
(0o6a pebeHKa OOIBHEL), 3HAYUTEIIBHO Yallle, YeM IIPU CIyIallHOM pacIlpee/ieHu,
cubcpl 6BUTH UIEHTUIHBI 1O 2 ramtotunaMm (62% mpotus 25%). KomuecTBo mo-
JAYUAECHTUYIHBIX U IIOJTHOCTBIO PA3JIMIHbBIX CI/I6COB 61)1]'[0 3HAYUTCIbHO MCECHBbIIIC
(26,9% u 3,9% COOTBETCTBEHHO), UeM IpH CiaydaiiHOM pacmpeneneHun (50%
1 25%). Paznuane Bbicoko moctoBepHO (p<0,001). B To Xe Bpems cpedu nap cu6-
€08, duckopdaumnuvix no nanuuuro CI 1 muna (oduu 6onen, 6mopoii 300po6),
pacnpedenenue ux no zanaoudeHmuuHocmu docmobepHo He OMAUHATUUANOCL
om cayuaiinozo (21,4%, 64,3% u 14,3%).

OdeBHUIHO, ITO B TOM CJIydae, KOT/Ia 3TOPOBBII peOCHOK UACHTUIEH C OO0JIbHBIM
o 18yM HLA-ramnorumnam, ou 6yaer nMeTb HanOGOIbIINI PUCK Pa3BUTHUS 3a00JIe-
BaHU. HOJIYI/IIIeHTI/I‘IHbIe 6paTI)H " CECTPbIl UMEIOT MEHbIIUN PUCK, 1 MUHUMAJIb-
HOMY PHUCKY IIOJBEp)KEHBI IIOJIHOCTHIO PA3JIMIHbIC C OOJBHBIM PeOEHKOM CHOCHL
DTH moKasaTean pucka MOTyT 6bIT]:> IIOJIYy9€HBI B YMCJIOBOM BBIpa)KEHNU Ha OCHO-
BaHUY IIPEICTaBICHHBIX cooTHOIeHu. OKa3aIocs, 4To 6 cryuae udenmuunocmu
300poBozo cubca c bonvHbIM 10 2 2anaomunam, puck pasbumus sabonebanus y te-
20 cocmabnsiem 17,8%, no 1 zannomuny — 3%, y cu6co6, udenmuunvix no 0 zanzuo-
munam (mo ecmv zannopasauunvix)— 0,85%. I1pu sToM HEOOXOTUMO YIUTHIBATD,
qT0 cpenuuit puck pazsurtust ClI 1 Tuma mist cubcoB 6e3 mompasaeneHns UX Ha Tarl-
JIOTHUIIBI COCTABIISIET [JISI MOCKOBCKOT momyssiuu 6,5% (puc. 4).
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Takum 06pasom, y cru6CoOB, HICHTUIHBIX ¢ GOJIBHBIM 110 2 TalIOTUIIAM, PUCK pas-
BUTHS frabeTa IIOYTH B 3 pa3a MPeBbIIIIaeT CPETHIIT PUCK [JIsT CHOCOB, Y HACHTHIHBIX
mo 1 TarIOTUITY OH 6JII/I3OK K CpeIHECTATUCTUIECKOMY, a Y IIOJTHOCTHIO Pa3/IMIHbIX OH
CYILIeCTBEHHO HIDKE, OMHAKO He TOCTUTAET NOMYIAInOHHOTO ypoBHs (0,2%). [Tocnen-
Hee CBUMIETENILCTBYeET 0 TOM, 4T0 HLA-061acmv He onpedensiem Becv cnekmp zeHemu-
yeckux mapkepob, onpedensroujux npedpacnonoxennocmo K pazbumuio CII 1 muna.

ITpu o6cnenoBanuu pebeHKa, OOUH U3 popuTeseit Koroporo crpagaer ClI 1 Tu-
I1a, JOCTATOYHO HCCIETOBAHUS T€HETUIECKUX MAPKEPOB Y KOHCYIBTUPYEMOrO pe-
6erKa u 601bHOTO ponutesst. [Ipu MeIUKO-reHeTHIeCKOM KOHCYJIbTUPOBAHUH 310~
poBoro cubca HCCIefOBaHUE TeHETUIECKAX MAPKEPOB IIPOBOJUTCS Y BCEX WICHOB
ceMbH — 000UX cHOCOB (300POBOTO U GOIBHOTO) U OOOUX POAUTEIIEH 1t Bepudu-
Kanuy pacnupenenenus y ﬂeTeﬁ POIUTENBCKUX TAIIJIOTUIIOB, TO €CTh IJIA YCTAaHOBIIE-
HHUA CTCIICHU TallJIOUJCHTUYHOCTU CI/I6COB. HHTepHpeTaHHH ITOJTY9€HHBIX NTaHHbBIX
OCYIIeCTBIISIETCSI Ha OCHOBE TAOJIHII CTEIIEHN TeHeTUIeCKoro pucka passurus ClI 1
THUIIA C YIeTOM OTHOCUTEIBHOTO PUCKA TSI KXKIOTro Mapkepa (Tabi. 5).

Tabnuya 5. Cmenenv 2eHemuueckozo pucka 6 cemvsix 6onvroix CII 1 muna 6 3abucumocmu
om Hocumenvcmba zenemuyeckux mMapxepol, ux komOuHayuil u 2anioudeHmuuHocmu cubcod

I'pynnsr pucka Kombunamym Hocurenncrso l'antonpgen-
ajurenein KOHKPETHBIX THYHOCTD
HLA-renoB aneneit cubcon
u HLA-ar
Tenernuecku SS-SS DQA1*0301 ITo 2
BBICOKHI PUCK DRB1*04-DQB1*0302 DQB1*0302 raIryIoTUIIAM
DRB1*04-DQA1%0301  DR3/4
DQAT1*0301-DQB1*0302
Tenetnaecku SS-SP DQAT1*0401 Ilo 1
CpeIHUI pUCK DRB1*04 DR4 TaIUIOTHUITY
DQAT1*0501-DQB1*0201 DQB1*0201
DRBI1*17 B16
DRB1*17(03)-DQA1*0501
DRB1*17(03)-DQB1*0201
lenernueckn SS-PP Bce ocranpHBIE ITo O
HU3KUI PUCK SP-PP ajurenu TaIUIOTUIIOB
PP-PP DR2

S — npedpacnonazaroujue u P — npomexmopnuie annenu HLA-DQ-zeto8
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Odnaxo uccnedoBanue zenemuueckux mapkepob umeem monavko NPozHocmu-
uecKy0, HO He QUAZHOCMUUECKY10 yeHHocmb. [Jokaunuueckass OUAzHOCIMUKA ca-
xapHnozo duabema npobodumcs Ha ocHoBe KOMNIEKCHOZ0 MONEKYNAPHO-ZeHemU-
4ecK020, UMMYHOTL0ZUECK020 U, 6 pside cyuaeb, 2opMOHATLHO-MEMAGONUHECK020
uccnedoBanuil.

CaxapHbit gnabet 2 Tmna

B ornuume ot CJI 1 tunma CJI 2 Tuna He accounuupoBaH ¢ reHamu HLA-pe-
ruoHa. C Apyroit CTOPOHBI, YCTAaHOBJEHO, UYTO COYeTaHUE HApYyIIEHUN Hec-
KOJIPKUX T€HOB HJIHM UX moiaumMopdusm Heobxomumer mist passurus ClI 2 Tu-
na. KoHcratupys onpenensomuil BKjaaj reaos B pazsutue Cll, cienyeT Bblze-
7s1Th "nuabeToreHHble" TeHBl U HecenudUIecKue, WIX IeHbl-TI0COOHUKY (Tre-
HBI, peryJupyIollue alleTHT, 9HEePro3aTpaThl, HAKOIJIEHUE BHYTPHAOIOMHU-
HAJBHOTO XUpPaA U [p.), KOTOPble MOTYT YIaCTBOBATh B MEXaHM3MaX PAa3BUTHIL
C[I 2 tuma (puc. 5).

BapuaHT B OucdyHkums B-kneTok (1 BapuaHT)

B OvchyHkums B-KNeTok (2 BapuaHT)
ABLOMUHANBHBIN XUP
Annetut

OHeprosartparbl

Oveta

'

2

3

4 [ MIOKO30TOKCUHYHOCTb
- . . [l Huskas guanyeckas akTMBHOCTb

Hopma === HT[ =@ (C[]

Pucynox 5. Bzaumocbs3sv zenemuueckux u GrewsrecpedoBoix paxmopob 6 namozenese CII 2 muna

K Hacrosiiemy BpeMeHH IpOBEJeHHbIE TeHETUIeCKUE UCCIIeIOBAHMS BbISIBUIIN
HECKOJIBKO JIOKYCOB, acconrmupoBarubix ¢ C/I 2 Tuma (taba. 6). JIokyc Ha 2-i1 Xpo-
MocoMme HauboJiee TecHo cBsizan ¢ ClI.

CrenyeT OTMETUTD, 4TO B orinuuue oT CJI 1 Tuma MOJeKyIspHO-TeHeTUIecKue
HCCIIeMOBAHMSI TOKA He MH(MOPMATHUBHBI ITPHU OIleHKe MHIUBUIYaIbHOTO PUCKA Pa3-
sutus CII 2 tuna.
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Tabnuya 6. Jlokycel, accoyuupobannvie ¢ CII 2 muna

JIokyc (reH)

Pacrnionoxenue Ha XpomMmocome

AMunna

Peneritop cyab(hOHUIMOIEBUHEI
I'moxoxmHaza

Wncynun

Konseprasza 2

Anomunonpotens Al, C 3, A4
AnonunonporeuH B
B3-ampeHeprudeckuii perentop
Penrenitop mHCyIMHA

CTT

Cyb6cTpar-1 penentopa HHCYIHHA
CuHTa3a IJIMKOreHa MBIIIIIT
Kap6oxkcuknnasa dhochosnonmupysarta
Ras, acconuposannsiit ¢ CJI
Penenntop B Tuma xonenucToknHIHA
Xpomocoma 1

XpoMmocoma 2

Xpomocoma 11

Xpomocoma 20

12p12.3-p.12.1
11p15.1
7pl5-p13
11p15.5
20pl1.2
11923

2p24
5q32-q34
19q13.3
17q22-q24
2q36-q37
19q13.3
20q13.31

16q
11p15.5-p15.4
1, D1S191

2, D28125

11, D11S935
20q, D20S197

MMMYHOJIOr'MYECKUE UCCIIEQOBAHUA

Hanuane crienmduaeckux aHTUTEN XapakTepHo mist 1, Ho He 2 Tuna ClI, 4T0 sB-
Jsiercst ofHuUM u3 quddepeHInaIbHO-JTHarHOCTUYeCKUX IPU3HAKOB 1 Tumna nuabe-
ta. [ToaTomMy ummynonozuueckue uccnedobanus npoBbodsmes moavko y poocmben-

HukoB 6oavuvix 1 munom C/I.

[Ipu sTOM Hanbosee cenuUIHBIM OKA3TOCH OTIPe/ieJICHe AHTUTEIT K OCTPOB-
koBbIM KieTkaM (ICA). OHu BBISABIAIOTCS y 5-8% pONCTBEHHUKOB [-i1 cTemeHM
pomcTBa. BONBIIMHCTBO CITydYaeB MPecTOosIero nuaberta KOHIEHTPUPYETCS Cpenn
nnt, no3uTuBHBIX 0 ICA. [Ipryem nosiBiieHNe aHTUTEI PerUCTPUpPYeTCs yxe 3a 10
u 6otee stet 1o MaHupecTanuK 3a60IeBaHMs. DTO TO3BOJIIIIO UCIOIH30BATD OIIpe-
neeHue ux ais npornosuposanus ClI 1 Tuma.
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Yem Bviue mump anmumen, mem 60xvuue beposmuocmo pasbumus ouabema
1 muna. Cpeny poncTBeHHHUKOB [~ cTelleHH poncTBa C TATPOM aHTUTEN K OCTPOB-
KOBBIM KiteTkam oT 4 0 14 JDF (Juvenile Diabetes Foundation) en. manudecrarnus
CII 1 tumna gepes 5 jieT orMedaeTcs B 5%, rpu tutpe cspimte 20 JDF en — B 35% ue-
pe3 5 net, u B 60-70% depe3 10 ser. OcTanpbHAsA 9aCTh JUI, TO3UTUBHBIX 0 ICA,
MOXKET HUKOTTIA He 3a00JIeTh.

Opnaako u omcymcmbBue smux aHmumesn nOAHOCMbIO He UCKAOuaem pa3bumue
CII 1 muna. ITpu peTpOCIIEKTUBHOM UCCIIEIOBAHNU CEMEMHBIX CIy4YaeB B JOKIUHU-
JeckoM Iepuose Bbicokuil yposeHb ICA (cBeimre 40 JDF en.) 661 o6HapyskeH y 40-
50%, cpenuuil yposeHb —y 30%, a y 10-30% manueHTOB aHTUTENIA K OCTPOBKOBBIM
KJIeTKaM He ObLIH BBISIBJICHBI.

[Ipu omHOKpaTHOM CKPHHWHTE BBIIIEYKa3aHHBIN IPOTHO3 BO3MOYKEH MeHee 4eM
B 20% ceMeHMHBIX CiIydaeB. [les1o B TOM, ITO, KaK OKa3aJIoCh, AYMOUMMYHHbLIL npoyecc
6 doxnunuueckoti cmaduu 3a6onebanus Hocum nepcucmupyroujuii xapaxkmep. Iro-
6bI ero OOHAPY>KUTb, HEOOXOMUMO [JIUTEIbHOe MOHUTOPHPOBAHHOE HAOIIIONCHME
B TPYIIIIe IOBBIIIIEHHOTO PUCKA.

YTO4HUTH PHUCK NO3BOJIAET, B fHomoiHeHwe K ICA , ompeneneHue aHTHUTEN
k uacynuny (IAA). Camo o cebe ompenenenue IAA nMeeT HU3KOE IPOTHOCTUIEC-
koe 3HadeHne. OMHAKO Cpeau pONCTBEHHUKOB 60nMbHBIX ¢ TUTpoM ICA cBbitiie 40
JDF en + IAA uepes 5 ner CJI 1 tTuna paszsuics B 77%, IpoTus 42%, UMEBIINX TOJIb-
ko ICA roro >xe Tutpa. M aHTHTENa K OCTPOBKOBBIM KJIETKaM, U aHTUTEJA K HHCY-
JIMHY UMEIOT 60Jiee BBICOKYIO IIPOTHOCTUYECKYIO IIEHHOCTD B IETCKOM BO3pacTe 110
CPaBHEHHIO CO B3POCJILIMU.

Ha Bropom MecTe 110 mporHocTudeckoii 3Hauumoctu nocie ICA croar anmumena
K zmomamamaexap6oxcunaze (GAD) — bepmenry, comepykaiiieMycst B B-KieTkax,
GAD-aprudeckux HeHpOHAX U HEKOTOPBIX IPYTUX TKAHSX deoBeKka. OHU 06HapysKe-
HbI y 80-90% GosbHBIX ¢ BriepBble BeistBieHHbIM CJI 1 Tumna. Bosee uem y 80% cubcos
¢ Tutpom ICA csbimre 20 JDF e u y 1% ICA-HeratuBHBIX COCOB OILIPENEIISIIOTCS aH-
tutena K GAD. Y 12% ICA HeraTUBHBIX JIAIL C HAPYIIIEHHON TOJIEPAaHTHOCTBIO K yTJIe-
BoIaM ompenessttoTcs anTurena K GAD-65. Ilo3uTusHast IporHocTudecKasi eHHOCTh
GAD-65 anTHTeIN Y geTell B Bo3pacte 10 10 jeT HuKe, 4eM Y B3POCTIbIX.

B meniom cieyet otMeruts, 9to ICA — Gostee 4yBCTBUTEIBHBIN MapKep, 1eM GAD-
AHTHUTENA, OCOOCHHO y JieTell MIIAMIIIIETO BO3PAcTa U y JIUI MY)KCKoro mosa. OpHako
KOMIUIEKCHOe ompeneenre antutel kK GAD u ere omHOMYy MayocHerugmaeckomy
bepmenry — muposungocpamase (IA2) ob6mamaer BHICOKOI IIPOTHOCTUICCKON LIEH-
HOCTBIO, He ycTymnaroIe# Takosoit mst ICA.

B mpexmHIYIecKoM mepuoe U3MEHsIeTCS COOTHOIIICHUE OTAEIbHBIX CYOIOYJISIIHIT
T-nmumdoruros. O6HapYsKeHHbIE n3MeHeHs T-KIeTOYHOro 3BeHa UMMYHHTETA HecIIe-
IUQIIHBL, YTO 3aTPYIHSIET UX UCIIOIb30BAHUE C Lesblo mpenckasanust CII 1 Turma.



24 FeHeTMKa caxapHoro anabeta y fAeTei v NoApoCTKOB

Tabnuya 7. Oyenxa uMMyHONI02U4eCK020 PUCKA

I'pymmsbl pucka Anturena ICA usmepens! B egunnnax (JDF)
HWmmyHONTOTMYeCKH Tutp ICA > 40 e cTaOUIBHBII WM HapaCTAIOIIUI
BBICOKHUH PHUCK nnu TaTp ICA 20 — 40 en + arTHTena K GAD n/mm

TAA nnn aatutena k GAD + [A2

MmmyHONTOrMYecKn Tutp ICA 20 — 40 en wIn IOJIOKUTEIbHbIE
CpemHuil pUCK anTuTena Kk GAD
HMmMmyHnonorndeckn Orcyrcrue ICA, GAD, IA2, TAA

HUSKUAU PUCK

AHaJ0TUYIHO TpyIIaM reHeTHIECKOro pruckKa, MOJKHO BbIICIIUTD TPU I'PYIIIIbI UMMY -

HOJIOTUYECKOTO PHCKA, HEOOXOMUMBIX B KOMIUIEKCHON [MATHOCTUKE PAHHUX CTAIUI
CI 1 tuma (tab. 7).

FTOPMOHAJIbHO-METABOJINYECKUE
MCCNEOOBAHUSA

Ompenenerre roOpMOHATbHO-META0OINIECKOTO CTaTyca MMeeT OOJbIIIoe 3Have-
HHUe B JOKJIMHIUYIECKOM TUarHOCTUKe Kak 1, Tak u 2 tuna CJI.

Hauobonee ungpopmamubrviv dokmunuteckum mecmom 20pmMoHATLHBIX HAPYULe-
Huti sbnsiemcst uccnedobanue 1 pasvt uncynunoboii cexpeyuu 8 ycnobusix 6uympuben-
HO20 zntoko3omonepanmnozo mecma (BBI'TT). DTOT TeCT OTINIAETCS MO NHBA-
3UBHOCTBIO, I[OCTaTO‘-IHOI/uI JIETKOCTBIO ITPOBENEHNSA 1 OTHOCUTEIIBHO HEBbICOKOM CTO-
UMOCTBI0. [OPMOHATBHBIN CTATYC OLIEHUBAETCS MO0 HA OCHOBAHUU OTIPEIeeHIUs
ypOBHsI UMMYHOpeaktuBHOro uncynuna (MPW), mbo — C-menrupma. DToT m10Kasa-
TeJIb TOCTATOYHO OBICTPO CHIKAETCSI B MIPEKIMHUIECKOM TIEPHOIE IPH CAXapHOM [TH -
abere 1 u 2 Tumna. B cBsi3u ¢ atuM cHuskenue nepboii pasvr Huxe 3 nepyenmunu om
KOHMPONLHBIX 0aHHBIX 0071adaem Bvicokoil duazHoCmuUecKkoil yeHHOCmb1o.

Ycnosust nposenenust BBI'TT mpexncrasiens! B Ta6r. 8.

B GoJBIIHHCTBE CIydaeB CHUXKeHHbL UHCYnuHoBoiii ombBem npedurecmbyem
manugpecmayuu CI 1 muna 3a 1-1,5 z00a. Tem ne menee, uacmv o6cnedyemvix ¢
HUSKUM UHCYTUHOBbIM omBemom mozym dnumenvhoe Bpems He umemv Hapyule-
Huil yzne6odnozo o6mena.
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Tabnuya 8. IIpomoxon npoBederusi Buympuberozo 2n10K030mMonepaHmHo20 mecma

ITogroroBka

B COOTBETCTBUU C peKOMeHIIaIII/IHMI/I 10 Hp0Bene—
HHIO OPAJILHOTO IJIIOKO30TOJIEPAHTHOT'O TECTA, B
TedeHHe TpeX JHeN 00CIenyeMbIil IToJTyJaeT HeoT-
PaHUYEHHYIO IUETY, COfep Kalrylo MUHIMYM 150
I. YIJIEBOJIOB, K IMeeT HOPMAaIbHYIO (DU3UIECKYIO
akTUBHOCTH. Heobxonnmo nsberars TspKenbIxX du-
3UYECKUX HarpysoK 34 OOUH OEeHb OO0 HpOBeﬂeHI/IH
tecta. [IpoBeneHne TecTa TOJHKHO OBITH OTIOKEHO
y JIUI] C HHTePKYPPEHTHBIMU 3a00JIeBaHISIMU.
Hcknrouenue npuema nuwju — munumanvno 3a 10
uac., Ho He 0osiee wem 3a 16 uac. Paspewaemcs
npuem 600vi, Ho He donyckaemcst Kypetue.

BpeM}I Hayaia Tecra

HNubexuu riaroxo3sl — ot 7.30 mo 10 gacos

KommyecTBO I1I0KO3BI

0,5 r/Kr Macchl, HO He Oostee 35 T

KonirenTpaiusa BBOTUMOM
BHYTPUBEHHO IIIOKO3bI

25%

PacTtBopurennb

®Pu3noIoruuecKuil pacTBop

Bpemsa BBeneHusA

3 MuH. 15 cexk.

Hynesas rouka

KoHnerr BBefieHUS pacTBOPa INIIOKO3bI

MuHMMaJIbHOE KOJTHYECT-
BO 3200pa KpOBM [IJI5I HiC-
ClIeMOBaHUA

2 UCXOOHBIX, +1, +3, +5, +10 MuH.

Hcnonvyemcst 06viunas uena ¢ xamermepom 0751 Buympubernvix MaHunyasiyuti, Komopas
npomwibaemcst puspacmbopom nocne 66ederust 2n10K03vl.

It omenku pucka passutus Cll 2 Tuma, MOMHMO HUCCIEIOBAaHUS MEPBON
U BTOPOIT (pasbl CeKpeluy NHCYINHA, OOJIbIIIOe 3HAYCHIE UMEeT OIpelIeIeHUe YPOBHI
WPU naromak, cootHoIreHns C-TenTHAa U IMI0KO03b! K ypoBHIo TP HaTormak. Y MHO-
rux OOJIBbHBIX CAXapHbIM JHA0eTOM 2 TUIIA IIPU CHIDKEHUH IIepPBOil (ha3bl CeKPeIIui MH-
Cy/INHA BBISBJISICTCS. TMIICPUHCYIMHEMEs] HATOIIAK, KOTOPAasl CBHUIETEIBCTBYET 00
MHCYIUHPe3ucTeHTHOCTH (puc. 6). Puck passutust CII 2 tuma y nur ¢ yposaem VP Ha-
TOIIAK B mpenenax 90 mporeHTrn B 15,8 pa3 BbIIlle prCKa PasBUTHS qradera y JIHIL C



26 FeHeTMKa caxapHoro anabeta y fAeTei v NoApoCTKOB

MHcynuH
v CO 2 Tuna

Hopma

[niokosa Bpewms

Pucynok 6. Cexpeyus uncynuna na BuympuBennyro nazpysky 2a10Kk030il

WPU natormmak B mpefenax 10 mporeHTUIN. B 11e/10M AJIs1 JINII, IPeqpacIIoIoKEeHHBIX K
CII 2 Trra, XapaKTepHbI IPU3HAKK TUCHYHKIUN B-KJIETOK U HHCYJIMHPE3HCTEHTHOCTD.

HapyiieHnue ToepaHTHOCTH K IJIIOKO3€ IIPU IIPOBEJIeHUH I1€POPaIbHOTO ITII0KO-
3oronepanTHoro tecta (OI'TT) ompenensiercst Ha 60ee MO3MHUX CTATUAX TPOAPO-
met CII 1 u 2 tuna. [Ipu npocrnexTuBHOM Habmonennu 3a poacrsenaukamu ¢ CJI 1
tuna Hapyuenust OI'TT 6su1n 3adukcupoBaHsl B mepuon 1-28 Mec. mpuMepHO y
70% MaIueHToB, y IOJOBUHBI KPUBasl HOCUJIA SIBHO AuabeTudeckuil xapaxrep. Ha-
pymernue OI'TT y nui, He ©MeroImIuX eme KInHUIeckux cumnromos CJI 1 Tuna, sB-
JIsIeTCs KOHEYHON TOYKOM, KOTJa ellle MOKHO HCII0/Ib30BaTh APYTUE, OTIIMYHbIE OT
uHCynuHa, MeToabl stedenus. [1pu ClI 2 tuna napymenus OI'TT He Bcerna nepexo-
IST B KIHHIYECKY10 popmy 3aboneBanust. He 6omee wem y 15% au1y ¢ HapyIieHUs -
mu OI'TT Ha nporspxkernn 5-10 JleT pa3oBbeTCsl KIMHUYECKast MaHI(peCTaIus.

rEEHETUYECKUE CUHOPOMbI, ACCOLIMNPO-
BAHHbLIE C CAXAPHbIM AUABETOM
B AETCKOM U NOAPOCTKOBOM BO3PACTE

B HOBOI aTHONIOTHYECKOM KIaccudukauu Hapyiennit raukemun (BO3, 1999)
pasnuIHbIe TeHeTUIECKEe CHHIPOMBI BXOMSIT B Pa3HbIe IPYIIIBI B COCTaBe pasiena
"[pyrue cenuduaeckue THIBI 1uadeTa’.

CoueraHue caxapHOTO frabeTa C TeHeTHIeCKUMU CHHIPOMAaMU SIBJISIETCSI OMHUM
13 TOKa3aTeIbCTB €r0 TeHeTUIECKON TeTePOreHHOCTH. [0S JIHI ¢ TeHeTHIeCKUMU
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Tabnuya 9. Ienemuueckue cundpomol, accoyuupobanmvie ¢ U3CIT

CuHApPOMBI Tun Hacie- KiamHmyeckye CHMIITOMBI
IOBaHUA
Bpoxxnennoe orcytctBue AP ? BuytpuyTpobHas runorpodusi, HapyIe-
TIOIKETy JOYHOM JKeJIe3bl HUE BCAChIBaHU JKUPOB U IlepeBapUBaHUs
MBIIIEYHBIX BOJIOKOH
Herunparanus, CIl — BposKIeHHBIN
Bpoknennoe orcyrcrBue AP i XP - BayTtpuyTtpo6Has runorpodus,
ocTpoBKoB JlaHTepranca CJ] — BpOo>KIeHHBII
Bpoxnernas rumorrazust AP ? BryTpuyTpo6Has runorpodus, 9K30K-
TIOIKETy JOYHOM SKeJIe3bl PUHHASI HEIOCTATOYHOCTD MOIKETyI09-
Holi >xene3bl, Cll rpynHOro Bo3pacra
[ToyeyHo-reyeHOYHAS Al Kucrosnast gucrurasust modek, OuanapHbLil
1 TIAHKpeaTHIecKast JUCI- OUCTeHe3, KUCThI U TaHKPEATUIeCKUU
J1a3us ¢ubpos, nomucrnenus, CII
Hacnencreennsiii periunn- Al Ab6moMuHaIbHbBIE 60JH, XPOHUIECKUIT
BUPYIOIINI ITAHKPEATUT nmankpearut, HTT — CJJ
Kucroputpos AP MasbabcopOriust, XpOHUUECKHE pecrinpa-
topuble 3aboneanus, HTT — CI|
[MommaupokpurHasg He- AP, All?  AyTomMMYyHHBIe 3HIOKPHHHBIE 3a601eBa-
TOCTATOYHOCTD (CUHIPOM Hus (rumoTupeos, runokoprunusm, CJI)
IIMunTa)
IgA-nedurnur, Manb- AJl Hedbunur Ig A, manpabcopbriust, ClI
abcop6rus u ruader
DIDMOAD-cuazpom AP OnTurueckast arpodusi, HecaXapHbII Jua-
(curnpom Bonbdpama) 6eT, IIIyX0Ta, HeBPOJIOTUYECKasl CUMIITO-
matuka, CJ]
Arakcus Opunperixa AP CrounonepeberspHast nerenepariust, ClI
CuHIPOM PUTHIHOTO All'? QIIOKTYyUpPYIOIIas MBIIII€YHA PUTUTHOCTD
YeJloBeKa ¢ 60JIe3HEHHBIMY CIIa3MaMU, XapaKTepHast
OMI, ayrouMMYyHHasl IaTOJIOIUsl HEPBHOU
CHCTeMBI ¥ 9HIOKPUHHBIX >Kese3, C
Omubusapras fucrrasusi u- AP OnudusapHas IUCIUTa3UsT, AHOMAJIUU 3y -

CaXapHbIil 11a0eT, HAYMHA0-
IIAHACS B TPYIHOM BO3pacTe

608 1 koxu, CJI

Coxpawerusi: AP — aymocomHo-peveccubHolil mun Hacnedobarus
XP — cyennennuiii ¢ X-xpomocomoti peveccubrolii mun Hacnedobaruist
AT — aymocomHo-0omuHanmmulii mun Hacnedobamust
HTT — napyuwieHHast monepanmuocv K 21oko3e
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CUHIPOMAaMH, COIPOBOKAAIOIIMMIUCS NUA0ETOM WM HAPYIICHHON TOJIEePAHT-
HOCTBIO K YIJIEBOIAM, COCTaBsieT MeHee 1 % cpenu Bcex 60mpHBIX ClI. B HacTosee
BpeMst onucaHo 6osee 70 TaKUX CHHIPOMOB, OTHUM M3 COCTABIISIIOIINX KOTOPBIX
spiusercst ClI win HapyllleHHas TOJEPaHTHOCTDb K InMioko3e. IIpu 3ToM ocHOBHas
Macca CHHIPOMOB COYETAeTCsl C MHCYJIMHHE3aBUCUMBIM CaXapHbIM AuabeTom
(MHC), He Tpebyromium AJist KOMIIEHCAI[UH YIJIEBOLHOTO 0OMEHa BBEICHIS NHCY-
nuHa. CoueTaHUs C MHCYIMH3ABUCUMBIM caxapHbiM quaberom (M3C]I) (To ects ¢
nmabeToM, UL JIeIeHUsT KOTOporo Tpebyercst nHCynuH) Gosee penku. B tabm. 9
IIpeJCTaBIeHbl HEKOTOPbIe CUHIPOMBI, accorunposanHble ¢ MI3CII.

IIpu HEKOTOPBIX TEeHETHYECKUX CHHApOMax Habiomaercss GBvipaxenuas
UHCYTUHPE3UCTEHMHOCb, KOTOPAsI SIBJISIETCSI CJIEICTBAEM TeHETUIECKOro iedpeKTa
Ha IyTH JIeVCTBUS HHCYJINHA IIX 00Pa30BaHUs Ay TOAHTUTEN K PELEITOPy HHCYIIN-
Ha, B pe3yJIbTaTe 4ero HapymaeTcs: (PyHKIHSI HHCYIMHOBOTO PeIerTopa.

IMpupona CII mpu OOIBIIMHCTBE TEHETUUSCKUX CHHIPOMAX He M3ydeHa M3-3a UX
penkocti. B To ske BpeMst BbISICHEHUe ITaTOTeHe3a PAa3BUTUS AuabeTa IPU CHHAPOMAX
umeeT (PyHIAMEHTAIbHOE 3HAYCHUE IJIsI U3y UeHUs] MeXaHU3MOB pa3Butust Bcero ClI B
nenoM. [To MHeHHIO HEKOTOPBIX YIeHBIX, H3yYeHUe MEXaHIU3Ma Pa3BUTHUS TUIIPITIH-
KeMUH [IPU OTHEIbHBIX CUHAPOMAX MOYKET JaTh faske Oosbliie nH(OpMAILIUH IS IO~
HUMAHWSI IIPUPOJIbI TaK HA3bIBAEMOTO MAMOIATHIECKOTrO caxapHoro nuabera. Kpome
TOTO, 3HAHUE TEeHeTHYeCKUX CHHAIPOMOB HEOOXONUMO IIPU MEIUKO-TeHETHIECKOM
KOHCYJIbTUPOBAaHUH, TIOCKOJIbKY XapaKTepHOeE /711 HUX MOHOTE€HHOE HacJIeloBaHuUe OIl-
penenseT npyrue MoKa3aTeId pUcKa IJIs pOACTBeHHUKOB, 4eM mpu CJI 1 u 2 TUMoB.

FrEEHETUYECKUE CUHOPOMBbI,
ACCOLUMNPOBAHHBIE C U3CA

DIDMOAD-cuHgpom

DIDMOAD-cundpom (curnpom Bonbdpama) siisieTcst omHUM 13 Hanbostee pacii-
POCTpaHeHHBIX U HHTEPECHBIX CHHIPOMOB, acconnupoBaHHbIx ¢ U3C]I, rme mecto mu-
abeTa B PsIly OCTAIBHBIX HEMPOIEreHePaTHBHBIX KOMIIOHEHTOB a0COIIOTHO HESICHO.

B aBTropckoM BapuaHTe, BIIepBble onucanHOM Bossdpamom B 1938 1. v 4 cubcos,
CUHJPOM BKJIIOYAT aTpocuio AuckoB 3purenbHbix HepsoB ([I3H) u CH. Tepmun
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"DIDMOAD-cundpom” — akporum ocHoBnvix cocmabasiiousux ezo nposibnenuii: ca-
xapuouii u Hecaxapuviii Ouabem, ampodus [I3H, weiipocencopnas myzo-
yxocmv (Diabetes Insipidus, Diabetes Mellitus, Optic atrophy, Deafness) — cran npume-
HSITBCSL B JIAJIbHENIIIeM /st 0003HadeHus: POpMBI 3a60JIeBaHUS ¢ OONBIINM IHCIOM
cocraBiomux narostoruil. C Tex mop TUCKYTHPYETCsl BOIIPOC, SIBJISIOTCS JIU 9TU [1Ba
BapHaHTa CHHIPOMa eIMHOH HO30JI0THell. AHAJIN3 €0 KIMHUYECKUX ITPOSIBIICHU y 45
6opHBIX T03BONIMII Barrett T. G. u coaBTOpaM NPHUIATH K BBIBOIY, ITO 3TO OFHO 3a00-
JIeBaHUeE, 2 KOJIMIECTBO COCTABISIIOIINX 3aBUCHUT OT BO3pacTa OOJIBHBIX U IJIHTEIBHOC-
TH 3a00JIeBAaHMsI, TAK KAK He BCe IPOSIBICHHS BOSHUKAIOT OJHOBPEMEHHO.

B ocHOBe cHMHIpOMa JIGKUT peTpOrpafiHas WU aHTepOrpafiHas TPAHCCUHAITH-
yeckas jereHepanus. CeMelHble HCCIIEIOBAHUS ITO3BOJIAIOT NPENIIONIAraTh aymo-
comHuo-peyeccubrouii mun nacnedobanus. I1o HalIMM TaHHBIM, 9ACTOTA IIOBTOPHBIX
ciydaeB 3abosieBaHusI cpenu cuOCoB cocraBuia 19,4 %, 4TO He IPOTUBOPEUUT TUIIO-
Te3e 00 ayTOCOMHO-PeI[eCCUBHOM HACJIEeIOBAHUHU TaHHOTO cuHapoMa. [Ipenmosara-
€TCA TAKXKE, YTO OJUH peHECCHBHbIﬁ T€H y TOMO3UTI'OTHBIX 6OHbeIX O6YC.TIOB.TII/IBaeT
PasBHTHE BCEX COCTABJISIIONINX CUHIPOMA, @ ¥ TeTEPO3UTOTHBIX CHOCOB ITOBBIIIIACT-
cs1 puck passurus ClI.

Kak mokasanu ucciaemoBaHus MOCAeNHUX JieT, pa36umue DIDMOAD-cundpoma
6v136ano mumoxondpuanvroii ducynkyueii. V13BecTHO, YTO MUTOXOHIPUAIbHBIE
IIpOT€HbI KOAUPYIOTCA MUTOXOHAPUAJIbBHBIMU U ANEPHBIMU I'€HOMaMU, 1 HapyIlle-
HUe B JIIOOOM U3 HUX MOXKeT ObITh IMPUYUHON MUTOXOHIPUAIBHOTO 3a00IeBaHMUSL.
SmepHbIit reH, acCONMMPOBAHHBIN ¢ CHHIPOMOM Bonbdpama, 6bLT HETABHO KapTH-
POBaH Ha KOPOTKOM ILIede 4-11 XpoMOocoMblL. [Toka He yCTaHOBIICHO, BBI3BaH JIX JaH-
HBIN CUHOPOM ,He(beKTOM B O6OI/IX T€HOMax — ANE€PHOM U MUTOXOHJPUAJIbHOM.

Haﬂe)I(HbIX JaHHBIX 10 IIOITYJIANVMOHHBIM 9aCTOTaM HET. ITo pacieTraM, OCHOBaH-
HBIM Ha JaHHBIX O YaCTOTE OITUIECKON aTpoduu IPH IOHOIIECKOi opMe caxapHO-
ro guabera, pasHoit 1:148, pacipocrpanenHocts DIDMOAD-cungpomMa 1omKHA COC-
taBsTh 1 Ha 100 000 meteit. Mimeercst coob1iieHre, OCHOBAHHOE HA PETUCTPe CHHIPO-
ma Bonbdpama B IBYX peruoHax AHIINH, YTO PAaCIPOCTPAHEHHOCTb €0 COCTABILSIET
1 Ha 770 000, 9TO CylLIeCTBEHHO HIDKe MTOJIyIeHHBIX paHee JaHHBIX. [Ipenmomaraercs,
YTO YaCTOTA POXKIEHMUS JIeTel ¢ CHHAPOMOM Bosibhpama paBHsIETCsT pacpoCcTpaHeH-
HOCTH €TO B ITOIYJIAIMK B Bo3pacte oT 20 10 49 JieT, TO ecTh oguH ciay4ai Ha 480 564
4esloBeKa. Torma 9acToTa HOCHTEIbCTBA TeHA I 3TOTO ayTOCOMHO-PEeIeCCHBHOIO
cocrostHUsI coctaBriia 1 Ha 354. O6a mosta mopaXkaroTcst C ONUHAKOBO 9aCTOTOL.

Knunuueckas xkapmuna 3a6onebanus
N3-3a pemKoCTH CHHOPOMA B JIUTEPATYPe OOBITHO BCTPEIAIOTCS OIMCAHUS OT-
IeNbHBIX ero CIyvIaeB JUO0 aHAIN3 CYMMHUPOBAHHBIX JINTEPATYPHBIX TaHHBIX. [Ipu
arom C[I u arpodust I3H SBASIOTCSA MOCTOSHHBIME COCTABIISIIOIIINME CHHIPOMA,
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a HecaXapHBIN THabeT U CHIDKEHUeE CTyXa BBISIBJICHBI TOIBKO B 51% cirydaes. Bee we-
ThIpe COCTABJIAIOIINX CMHAPOMA UMEJIMCh JUIIb B 13% onucaHuil.

Hamu o6cnenosano 14 6omapabix ¢ DIDMOAD-cuagpomom (12 — mepBUYHBIX
poOaH0B U 2 — UX MOPAKEHHBIX CHOCA) U3 PA3IUIHBIX PETHOHOB CTPAHbI, HAXO-
IOUBIIHXCS B oTHeneHmsXx MHctutyTa quabera DHIL PAMH.

Hostst mury ¢ monHoit GopMOI CHHAPOMA B HallleM uccienoBanuu (71,4%) Bbiiie,
YeM B mpensiayniux coobmeHusx (ot 13% mo 53%), ITO menaer MaJoOBEPOSTHBIM
"0IIM60YHOCTh AUAarHo3a" B HaHHOU rpymime. J[ejo B TOM, YTO IPHU THATHOCTHKE
cunznpoma Bonbdpama creqyer npuHIMaTh BO BHUMAaHUE BO3SMOXKHOCTD PAa3BUTHL
arpodun [I3H B pesynpraTe GONBIIOTO UHCIa BPOXKACHHBIX U MPUOOPETEHHBIX
IPUYUH: TpaBMaTH4YeCKUe, BOCHAIUTEIbHbIC, TeTeHepaTUBHbIE, OHKOJIOTHYeCKUe,
TUIMOTTIMKeMUYeCKHUe U IIP. IPOIIeCCHI, a TAKXKe HaCJIeCTBeHHbIe 3a00IeBaHus (HaIl-
puMep, HacJIeICTBeHHas omrtudeckas Herpomatus Jlebepa). IlosTomy mHammdaume
6OJIBIIIErO YUCIIAa COCTABJISIOIINX CUHIPOMA IIO3BOJLSIET C OOJIbIIeH YBEPEHHOCTHIO
HOATBEPANUTh JAHHBIM NMArHO3. B OOJBIIMHCTBE CIydaeB OCTAIbHBIE COCTABIISIO-
II1¥e TOSIBJISIIOTCS II0 Mepe YBeIHMIeHUsI [UINTeIbHOCTH 3a00JIeBaHNUL.

OpnHaxo B HAIIUX HCCIEIOBAHUSX CPeTHUI Bo3pacT 60abHbIX (17,1 I.) ObLT HIDKe,
a JacToTa IOJIHOM GOpMBI CHHIpPOMA BbIIIIe (71,4%), 1eM B aHAJIOTHIHBIX HCCIIEN0-
BaHUsX (28 steT 1 54% COOTBETCTBEHHO). MOYKHO IpeIoIaraTh, 4TO B Psijie CIydaes
uernonHast popma DIDMOAD-cunznpoma siistercst 60iee MATKUM BapPHAHTOM Tede-
HUsL 9TOro 3aboseBanust. [TosBeHne BceX 4 OCHOBHBIX KOMIIOHEHTOB CHHIPOMA
B GiIpKaiIme rogpl OT Hadama quabeta MOKeT OBITh OTPaKeHHeM HanboJiee BbICO-
KO CTeIIeHU MUTOXOHIPHAIBHOM AUCHYHKIIUY B 9TOI TPyIIIIe GOJIBHBIX.

Manudecranus 3a60eBaHNUsI HAYMHACTCS OOBIYHO B JETCKOM Bo3pacTe (darie
B 4-6 51eT), XOTs OIHCAHBI U GoJiee MO3THME CPOKK ero BO3HHKHOBeHUs. [lepBbhiM
IPOSIBJICHHEM, KaK IIPABUJIO, ObIBaeT caxapHbIil nuaber. OMHOBPEMEHHO UM Yepe3
HECKOJIBKO JIeT pasBuBaioTcs arpocus [I3H, HecaxapHbIil 1uabeT U CHIDKeHUE CIIy-
xa. Arpodust I3H HOCHT IpOrpeccHpyIoniuil XapakTep U MOXKET Pa3BUTHCS B IIOJI-
Hywo crenory. Onucano coveranue atpodbun [I3H ¢ murmMeHTHOM [ereHepariuein
ceryarku. HecaxapHblil 1uabeT He BCeria BOBpeMsI JUATHOCTHPYETCs, TaK KaK IIPo-
SIBJIGHUSI €T0 9aCcTO MHTEePIpPeTUPYIoTCs Kak Aekomnencanusa ClI. TyroyxocTts mun-
TeJIBHO IPOTEKAET JIATEHTHO U BBISBJISIETCS. HA PAHHUX CTAIUSIX IIPH ayauorpacdu-
YeCKOM UCCIIeIOBAHUHY IIPEUMYIIeCTBEHHO B IMAIla30HEe BBICOKHUX YacTOT.

Barrett T. G. 1 coaBTOpBI Ha OCHOBaHHY aHAIM3a 45 60sbHBIX 13 peructpa DIDMOAD-
CHHJIPOMa BBIJICIINIA XPOHOIOZUHECKUe CIAduU nos6ienus: KoMnoHenmob cunopoma:

- Havas10 — B GonpuinHcTBe crydaes ¢ CJI u crenyrorias 3a Hum arpodust [I3H —
B IIePBOM [eCSATHJICTUN SKU3HY;

- HecaxapHbIil 11abeT U CEHCOPHAs TYTOYXOCTb — BO BTOPOM I€CSTIJICTUN;

- pacIIupeHue MOYeBbIBOJAIINX ITyTell — B TPeTheM HeCATUIIeTUY;
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- MHO)KECTBEHHbBIE HEBPOJIOTMYECKHE OCIOXKHEHUS! CIIEAYIOT B Y€TBEPTOM [eCsi-
TUJICTUU KU3HU.

Bosmoskuabl 1 Ppa3InIHbI€ OTKJIOHEHUS OT TUIIUNYHON XPOHOJIOTUHN Pa3BUTUA
COCTaBJISIOIINX cHHApPoMa. [IpuBonuM co6CTBeHHOE HAGMIONEHHE.

Bbonvnas I'.K., 13 aem, naxooumcs nod Habarodenuem 6 demckoil KauHuxe
DHI] PAMH c 8-nemmnezo 6o3pacma. B 1 z. 6 mec. nocne nepenecennozo OPBU
¢ kpynom y deBouxu nosbunace xaxoa (konuuecmbo Bvinumoii xudxocmu doc-
muzano 10 n.), nonuypus, cnabocmov. Hecmomps Ha HeoOHoKpamHoe oOpaujerue
K Bpauy duazno3 Hecaxaprozo duabema Ovin ycmanobnen monvko 6 Bo3pacme
7 mem, nocne uezo 0via HA3HAUEHA MePANUsS A0UypemuUHOM ¢ Xopowum ¢ ex-
mom. B 8 nem npu ocmompe oxynucmom no no6ody yxyourenust 3penust ouazHoc-
mupobana wacmuunas ampogus [I3H. IIpu koucynvmavyuu Hetipoxupypzom 06s-
emHbLil npoyecc 6 zono6rom mo3zy uckatouen. IIpu npoBedenuu mecma na mosne-
panmuocmov K 270K03e nosyuena kpubas, xapaxmepnas 018 manugpecmnozo ca-
xapHozo duabema: 4,9-8,8-9,9-13,8-12,2 mmonv/n. IIpu nocmynnenuu 6 omdene-
Hue KoneGanue znuxkemuu 6 meuenue cymox om 3,5 do 9,8 mmonv/n. Fnuxupoban-
Holil 2zemozno6un Al — 9,1%, Ale — 6,2%. Ha ocnoBanuu nonyuentvix 0aHHbIX Obli
nocmabnen duaznos: caxapuwtii ouabem, 6nepBuvie Bvisbrennviii. Ipu ayouomem-
puueckom uccmedobanuu ooHapyscena Heiipocencopuas myzoyxocmo I cm. B neb-
ponozuueckom cmamyce ommeuanace opzanuyeckas oupdysunas cumnmomamu-
Ka, 6 uacmuocmu, 08ycmoponnee nopacerue nupamuduovix nymei. Hanuuue 6cex
4 cocmabasrowux nosbonuno nocmabumv duaznos3 DIDMOAD-cundpom, Hec-
MOmps HA HeKomopoe usmenerue cpokol ux manupecmayuu. Ipu ummyrnonozu-
ueckom uccrnedobanuu y 601010l 00HAPYsKeHbI anmumena K nobepxuocmu ocm-
pobxobBuvix knemox, Kk uncynuny, k mupeoznooynuny u JTHK.

Hompebnocmv 6 uncynune nosbunace nuwv uepes 1,5 2., cymounas dosa npu
amom cocmabnsna 6 ed. Yepes 2 z00a o6Hapyskenvl HauanbHbIE NPOSTBHEHUST AMO-
Huu moueBozo nysvips 6 6ude ybenuuenus 06vema ocmamouHoi mouu 0o 43 mx, Got-
Abnennom npu ynompasbyxobom uccnedobanuu (nopma do 30 ma). Ilpu nocnedneii
2ocnumanusayuu vepes 5 nem om manugpecmayuu CI cymounas nompe6rnocmo
6 uncynune cocmabnsna 26 ed (0,57 ed na xz maccot mena). H6 A1 —13,4%, HB Ale -
10,2% npu omcymcmbuu camoxkonmpons 6 domawnux ycnobusx. B ananuzax mouu
usMeHeHust, xapaxmeptote 018 unpexyuu moueboibodsusux nymeii. Muxpoanv6y-
munypus e 3apuxcupobana. Auanus mouu no 3umHuyrxomy: 0HebHoti ouypes coc-
mabasn 400 ma, HouHotl — 350 ma, Konaebanus naomuocmu mouu om 1000 do 1017
¢ nonpabroii na znoko3y (Ha ¢pomne npumenenus 4 kanenv aduypemuna 6 denv).
Ipu xoncynvmayuu oxynucmom ommeueno napacmanue ampoguu JI3H 6 6ude
cHusKeHust ocmpomvt 3perust ¢ 0,5 do 0,3. ITpu ocmompe ne6ponamonozom ommee-
Hol Iemenmvl cmonvt Ppudpetixa, Heycmoiiuubas noxooxka "na yvinouxax'. Hme-
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s10cb maxoke yBenuuenue wjumobudnoii sxenesvt I cmenenu u nobvruerue ee niom-
Hocmu. IlIpu ynompasByxobom uccnedobanuu cmpykmyprvix usmenenuti 6 mxanu
JKene3vlL He 00HapysKkeHo. YpobBetv 20pmonob usumobudnoii sxene3vt u mupeompon-
H020 20pmoHa 6vin 6 npedenax nopmot. IIpu ummyHnonozuueckom ucciedobanuu 00-
HapyskeHvl anmumena K mupeozno6yauny 6 mumpe 6oxe 1:100, k Muxkpocomanv-
Ho1l ppaxyuu wumobudnoii xenes3vi— 6 mumpe 1:100, a maxske anmumena k puo-
pobnacmam. Ionyuennvie dannvie nosbonrunu nocmabumv 0uazHo3 aAymoUMMYH-
HO020 mupeouduma y 6oavtoti c DIDMOAD-cundpomom. Yepes 5 nem nocne nepBo-
20 cnyuas 8 cemve duaznocmupoban nobmopnuvtii cnyuaii DIDMOAD-cundpoma —
y maadweti cecmput, docmuzueti 8-nemnezo 6o3pacma.

B mpencraBienHOM Habm0neHNN O6paliaeT Ha cebst BHUMaHUe paHHee MOsIBIIe-
Hue (B 1,5 T.) HecaxapHOro auabdera, IUATHOCTHPYEMOTO OOBIIHO BO BTOPOM MIECS-
TUJIETUH )KU3HU OOIBHOTO. B TaHHOM CiTydae MOSKHO OBLIO GBI TOBOPUTH O BO3MOXK-
HOM IIOPpa’Xe€HUUN HepBHOI/"I CHUCTEMBI, BBI3BBAHHOM 35K30I'€HHbIMU Cl)aKTOpaMI/I (I‘I/I‘
MIOKCHUH, 00YCIIOBJICHHOI KPYIIOM) C Pa3BUTHEM HeCaXxapHOro guabeTa, a depes 5 gerT
arpodun [I3H u HeltpoceHCOPHOT TYroyXxocThi0. OMHAKO OSIBIICHIE OMHOBPEMEH-
HO ¢ atpocdueit [I3H caxapHoro nmaberta Bpsi Il HOCUT CIyJaiHbI Xapakrep. Ha-
JIN9NE€ BCEX YE€ThIPEX COCTABIAIONINX ITO3BOJIMJIO HAM IIOCTAaBUTH Y 3TON 60)'[])H0ﬁ
nuarao3 DIDMOAD-cunanpom. BepositHo, ak30zentvie paxmopwvt mozym npoboyu-
pobamv usmenenue cpokob u nopsoxka manugpecmayuu nposibrenuti cundpoma.
CreyeT OTMeTUTB, YTO K 13 T., XOTsI U B €1ab0i1 CTeneHu, y OOIbHON MOSIBUINCH
n apyrue CoCTraBjiA0Ine CUHIPOMa — Ha4da/JIbHbI€ IIPOABICHUSA aTOHUU MOYEBOTO
IIy3bIpsd W JJIEMEHTBI ATAKCUU. PasBuTne TUNMYHON KIMHUIECKON KapTHUHBI
DIDMOAD-cuHgpoma y MaflIeid CeCTpbl IBUJIOCH JOMOTHUTEIbHBIM OATBEPXK-
IeHHeM JHarHosa y npobanma.

Kp0Me HU3MEHEHHNA CPOKOB IIOABJIIEHUSI OCHOBHBIX COCTABJIAIOIIUNX CUHApPOMA,
naHHOe HabJIIONeHre HATJSITHO NEMOHCTPUPYET MATKYI0 MaHudectanuoo u H6omee
msirkoe Tedenue CJI ¢ HeOOIIBIIION MHCYIHHOBOU IOTPEOHOCTHIO, YeM IpU 0ObIU-
HoM ayroummyHHOM CJI 1 Tuma. B To sxe Bpemst mpu Manudecranuu 3a60eBaHus
6bUIN OOHAPY>KEHBI AHTUTENIA K KJIeTKaM HOMKEIYIOYHON U IUTOBUIHOM JKeJles,
UHCYJINHY, @ B JaJbHEHIIEM y GOJIbHOM PA3BUJICS Ay TOUMMYHHBIN THPEOUIUT.

Heobs3atenpHblit, HO dacTbiit KoMmoHeHT DIDMOAD-cunnpoma — gumsita-
OUsI MOYEBBIBOOAIIIUX HyTeI/"I, KOTOpas HEPENKO OCIOXHAET IIPOIrHO3 IJIA JKU3HN
607BHOTO.

[TaTosorust MOYEBBIBOASILErO TpPaKTa OOHApy»)eHa BCero y 4 OOJBHBIX
(28,6%), 9TO OOYCIIOBIEHO, OYEBUIHO, CPABHUTENIHHO HEOOJIBIION IJIUTENh-
HOCTBIO 3a00JIeBaHUsI B Halllell rpyre. B To sxe BpeMst y 2 60JIbHBIX 9TH HapyIiIe-
HUA pETUCTPUPOBAINCH 3HAYUTEJIBHO paHbIIIE, Y€EM O6I)I‘-IHO — HE€ B TPETHEM [1€CA-
TUJIETUU J)KU3HU, & BO BTOPOM U a’Ke€ IIEPBOM NECATHUIETUU. O,HI/IH U3 9TUX CIIy-
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JaeB IpeacTaBIsgeT HECOMHEHHBIN KJIMHUYECKUN HNHTEPEC KakK HaI/I6OJIee TAXKEIIO
mpoTekapast Gopma CHHIPOMA.

Bonvnoii H.11., 9 nem, nocimynus ¢ >kano6amu Ha skaxdy, noauypuio, cHuxexue
ocmpomuvl 3peHust, IHypes, 3adepkky pocma. Manvuux podusncs ¢ nopoxom pasbu-
must Bepxueii uentocmu u 2y6vi ("6onuvs nacmo" u "3asuvs zy6a") — xetinoznamo-
nanamocxusucom. B 6ospacme 3 u 4 niem npousbedenvt d06e nnacmuueckue onepa-
yuu no noBody nezapawernus bepxueii 2y6v1. Hacnedcmbennocmo: maxoii sce nopox
pasBumus Bepxneii uentocmu ommeuazncs y 6pama mamepu (ymep 6 Bospacme
3 mec. us-3a nebosmoxxcnocmu bckapmaubanus, 6vi36annoii nesapaujeruem mbep-
0020 He6a), a makxe y nonycubca mamepu no omuyy (nozu6 6 17 nem). Pooumenu
(38 u 34 200a) u 3 cubca 6onvnozo (13 u 14 nem) 300pobuvi. CII y 60nvH020 Bvisi6ren
6 6ospacme 4 nem npu nodzomobxe ko 6mopoii nnacmuueckoii onepayuu. C 8 nem
duaznocmupoban necaxapnoiii duabem (ouypes npebvurman 15 n 6 cymxu). C 9 nem
3ameueHo CHUsKeHUe OCPOMmbl 3PeHUsT.

IIpu nocmynnaenuu pocm 107,5 cm, macca 18 ke, umo coomBemcmByem 4-nemte-
my Bo3pacmy. OmcmaBanue 8 ncuxuueckom pazbumuu. Bepxnss zy6a cpaujena c ue-
JIH0CMb10, UMeemcst pacujenuna mbéepdozo ne6a. Koxnvie noxpobot 6mednvie, cyxue.
Bonocvt mycknvte, cyxue. Hozmu 6 6ude "uacobvix cmexon". Ilynvcayus cocydol 6
apemnoti amke. Cepdue: ymepenno Bvipaskenvtii cucmonuueckuii wym Ha Gepxyu-
xe u 6 V mouxe. JKuBom 630ym, neuenv yBenuuena na 5 cm, kpaii nnomuotii. Ilano-
nupyemcst moueboii ny3vipv Ha ypobne nynka, nocie MoueucnyckaHus — Ha
3 cm Hao nonom. Ommeuaemcst cnasm cpunkmepa nocsie HAHANA MOHEUCHYCKAHUS U
paccnabnenue ezo ¢ Henpousbonvrvim Moveucnyckaruem 6 20puU3oHMATLHOM NOJIO-
JKeHuu 60nvHo20. I'nuxemust om 6,4 0o 21 MMONIL/M, CyMOUHAS 2IH0KO3YPUST He Onpe-
densmacy u3-3a anypesa. Ayemona 6 moue nem. O6ujuii ananus kKpobu: zunoxpom-
HAST AHeMUST, TeKOYUMo3, HelimponeHus ¢ aumpoyumosom, ybeanuuenue COI. O06-
wuil ananus mouu: neiikoyumot 20-25 6 none 3spenus. Ananus mouu no SumMHUYKO-
my: konuuecmbo mouu 1,54 11 (He Beco cymounviii duypes u3-3a anypesa, no moii sce
npuuute He onpedesner 0HebHOIl U HOUHOTI OUype3), OMHOCUMENLHAS NIOMHOCHb
0,005-1,009 (na ¢pone npuema aduypemuna 6 noc 6 dose 4 xkanau 6 denv). Ilo6viute-
Hue moueBunvt do 9,9 mmonv/n (Hopma 0o 8,3 mmonv/n). Ypobenv CTT, mupoxcuna,
mpuiiodmuponuna, TTT 6 kpoBbu 6 npedenax nopmvt. Ha DKI — ymepennvie usmere-
HUSL Muokapoa. dxoxapouozpagus — cundpom nporanca MUMpPAILHOZ0 KIANAHA C
Hepe3sko Bviparxcennoii pezypzumauueii. 3T — neycmoituubas namonozuueckas ax-
mubnocmo zny6okux omadeno8 mo3za, 06ujermo3zobvte usmernenus: pe3udyanvHo-op-
2anuyeckozo xapaxmepa c 6o6neuenuem 6 npoyecc cmbonoboix u ousnyepanrvHoLx
omdenoB. Dx0III — npusnaxu 6uympuuepennoii zunepmensuu. Penmzenozpamma
uepena 6e3 oco6enrocmeti. "Kocmuvuii 8o3pacm"” coomBbemcmByem 6 zodam. Ynom-
pa3byxoBoe uccnedobanue opzanob 6prownoli nonocmu: neweHv ybenuuena na 3,5
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cM, CpyKmypa 20mozeHHAsT, nouku — 06ycmoponnuti zudporepos, mezaypemep.
Ha ayouozpamme 08ycmoponnss Heiipocencopras myzoyxocmo II cmenenu. 3axnio-
ueHue OKyIUCma: 3a0Hss uauleobpasnas kamapaxma, ampogus ouckob spumenv-
HoIX HepBo6B, manemopemunanvras abuompogus, becnuzmenmuas popma. 3ax-
stouerue HeBponamonoza: opzaHuteckas cumnmomamuxa, céudemenvcmbyiouyas o
nopaxkenuu 000s10uex u cbona Mo3za NUPAMUOHBIX nymeil.

Takum 06pa3oM, B IPUBEIEHHOM HAOJIIONCHUH y peOeHKa UMEIOCh COUeTAHMe
IBYX TeHEeTHIeCKUX 3a00sIeBaHuil — Xxerutoraaronanarocxusuca u DIDMOAD-cunz-
pOMa, OCJIOKHHBIIIETOCSI OUYeHb PAHO Pa3BUBIIUMCS THIPOHEPPO3OM U XPOHHIEC-
KO [TOYEIHON HEIOCTATOYHOCTHIO | CT. 1 TueIoHePPUTOM.

Hanuune MHOXeCTBEHHOH COUETaHHOW IATOJIOTUM IO3BOJIAET IpelIoJiaraTh
HarboJIee TSHKENYIO CTEIeHb MOPAsKeHUsT MUTOXOHIPUAIBHOrO ammapaTa. B To ixe
BpeMsi 9TOT OOJBHOI UMeJI IPYroe BPOXKAeHHOe 3a00JeBaHIe — XeFIOTHATOIIaIa-
tocxuauc. Hanudne Takux ske BpPOKICHHBIX HapyIIEeHUH y NBYX PONCTBEHHUKOB
II cTenenu poncTBa MO3BOJIsIET pacCMaTPUBaTh 3TH IIOPOKU Pa3BUTHS He KaK CJIel-
CTBUE BHYTPHYTPOOHOTO BIIMSHUS TePAaTOTCHHBIX (DAKTOPOB, a KaK HACJICICTBEHHO
00y CITOBIIEHHYIO TATOJIOTHIO.

Komb6unarust DIDMOAD-cusanpoma ¢ XeHI0rHaTOIIaIaTOCXU3HCOM, OUeBUIHO,
SIBJSIETCSI CIIYYAiHOM, ITOCKOJIBKY B JIUTEPAType OTCYTCTBYIOT IONOOHbIe HAOIIONe-
Hust. CaMo 10 cebe coueTaHue ¢ IPYTUMU TeHeTHIeCKUMHU CHHAPOMAMU — JOCTaTO4-
HO pelKasi CUTyalusi, XoTs onucanbl coderanuss DIDMOAD-cunnpoma ¢ arakcuei
Opunpeitxa, cuaapomamu Asbcrpoma, Pedeyma, Jloyperca-Myna-bumiss. MoxkHO
IIPeJII0JIaraTh, YTO B IPUBEICHHOM HAOIIONEeHUH PaHHee (DOPMUPOBAHIE IIATOJIOT AN
MOYEBBI/ICJIUTEIBHON CUCTEMBI U TSDKECTh € TeIEeHUsI 00YCIOBICHO COYeTAHHOM Te-
HETUIECKOU ITaTOJIOTHEN, KaK HEBPOJIOTUIECKOM, TaK M COeNUHUTEIbHOTKAHHOM.

Hns DIDMOAD-cungpoMa XapakTepHbl MHO)KECTBEHHBIE HEBPOJOTUYECKHE
CHMIITOMBI, KOTOPbIE PETUCTPUPYIOTCSI OTHAKO JIUIIb IIPU OOJIBIION AIHTEIbHOC
T 3abosieBanus. PacpocrpaHeHHOCTh UX HeusBecTHA. Hanbosee yacTo BeTpeda-
€TCsI CTBOJIOBAS ATaKCHsl, IIPOABIISAIONIAACA HEYCTOMYUBOM MOXOAKOM U MMafeHueM,
MHOKJIOHaJIbHBIE Cy[JOPOTHY, TOPU30OHTAIbHBIN HUCTATM,TsDKEJIbIE AalTHOI LIEHTPalb-
HOTrO reHe3a, gucdarus, aHOCMUs, HApyIIEHHe TePMOPETYJLIIUY, CYAOPOXKHBII
cuHIpoM, craboymue. [Ipyu MarHUTHO-sIIEPHOM CKAHHUPOBAHUU OIIPeesIsieTCsI re-
HepaJn30BaHHAs aTPO(US MOCTa, MO3XKEUKa, IPOJOITOBATOTO MO3ra, OTCYTCTBHE
CHUTHAJIA OT 3aHeN foiu runodusa, yMeHbIIIeHHe CUTHAIA CO 3PUTEILHOTO HEPBa.
IIpn maTosi0roaHaTOMMYECKOM HCCIENOBAHUH TAKKe BBIABJIIACH OJUBOIIOHTO-
MO3KEIKOBasI aTPOUSL.

I'py6bIx HEBPOJIOTMYECKUX HAPYIICHUI, CBSI3aHHBIX ¢ MOCTOCTBOJIOBOI aTpPO-
ueit u HabrOmAaeMbIX B OCHOBHOM B 3 [IeCSTUICTHH SKU3HU, HAMU HE OTMEUCHO.
VIMemnuch JIUIIh Hepe3KO BhIPAYKCHHbIE IPU3HAKU aTakcuu y 4 6osbHbIxX. s gerc-
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KOTO BO3PacTa OKAa3aJIHCh 00jiee XapaKTEePHBIMU SIBJICHUSI 3a[IEP>KKUA YMCTBEHHOTO
passuTust win onuroppenuu (y 3 OOIbHBIX).

/3 TOpOKOB pa3BUTHsI, KPOMeE XeHJIOTHATOIATATOCXU3HCA, OTMEUEHBI BPOXKIICH-
HBII TOPOK cepaua (rerpazna Paswio), a TakKe BPOKICHHASI aHOMAIINS Pa3BUTHUS 3 -
60B — I[I€pBUYHAaA 9aCTUIHAA al€HTUA O6eI/IX YEeJOCTEN. I/I3BeCTHO, 9TO 9TU ITIOPOKN
MyIbTH(hAKTOPUATBHOTO TPOUCXOXKIeHUSL. M XOTSI OHU pasaudHbl 10 (eHoTHITY,
OTHOCSITCS K "IOPOKAM HEeCpPAIeHus .

B o6c¢remoBaHHOI TpyIIIie OTMEYCHBI U IPYTHUE ONKCAHHbIE P JAHHOM CHHIPO-
Me HapYIIeHUs — aHeMUs, 3afiep>KKa POCTa, TPOPUIECKHe HAPYIIEHUs KOXH U ee
IIpUAATKOB, HepBH‘IHbeI TUIIOTOHAAN3M, IIUTMEHTHAA ACTeHEpalusl CETIaTKU. B to
>Ke BpeMsi COOOIIeHuIt 0 TareroperuHanbHoil abuorpodpuu npu DIDMOAD-cunn-
pOMe B JOCTYIIHOM HaM JIUTePaType He BCTPETHIOCh. [10 COBpeMeHHBIM IIpecTaBIIe-
HUSIM, TalleTOpeTUHaIbHAsI a0NOTPOodUsl paccMaTPUBACTCSI KAaK IIPOSIBICHHE BPOXK-
IEHHOTO CHIDKEHUS )KU3HECIIOCOOHOCTU HEePBHOM TKAHU, YTO COIIDKACT €e C MUTO-
XOHIPUATIBHON nuCyHKIHeN, texKarieir B ocHose DIDMOAD-cunnpoma.

Takum o6pasom, ananus rpymns! 601pHBIX ¢ DIDMOAD-cHHAPOMOM 1T03BOJISI-
€T TOBOPUTD 00 00HOMUNHOCIY €TO TIPOSIBIICHUIT, BEIPXKAIOIIENCS B HATTIIUU 0051~
3aTeJIbHBIX COCTABIISIIONINX CUHAPOMA, TOCTATOYHO XapPAKTEPHBIX CPOKAX UX HOSIB-
JICHUSI, C OHOM CTOPOHBL, U, C APYTO#l CTOPOHBL, O HOAUMOPPUIMe eTO KITHHUIEC-
KOU CUMIITOMATUKU M3-3a 4aCTOTO COYETAHUS C BPOXIOEHHBIM ITOPOKaMU, IPpYyruMu
T€HETUIE€CKMU CUHIPpOMaMU, HAPYHIECHUSAMU psila OPraHOB U CUCTEM.

Huarzoz DIDMOAD-cunzapom y 6onbproro ClI mpegomnpenessieT He6IarompusT-
HBIN IIPOTHO3 € Pa3BUTHUEM CJIEIIOTHI, TYTOYXOCTH, TAKEJIbIX ITOYE€IHBIX 1 HEBPOJIO-
rUYecKUX HapylleHuit B OyaymieM. Bospact cmepTu GOJIBHBIX, IO TaHHBIM 3apy-
6e>KHBIX aBTOPOB, BapbUPOBAI OT 25 10 49 jet, cocTasisist B cpegaem 30 set. Cpenu
IIpUYIUH CMEpPTU HaI/I6OJ'Iee YaCTbhIMU ABJIAIOTCS ITIOY€IHAS HEAOCTATOIHOCTD U YPO-
CEIICHUC, a TAK)KE HAPYHICHNE NbIXaHUA IIEHTPAJIbHOTO I'eHe3a.

Huarzoz DIDMOAD-cunznpoM B Hadase 3a00JI€BaHUSI MOYKET IIPEICTABIISATh OII-
penesieHHbIe CIIOKHOCTH, TOCKOJIbKY HeCaXapHBbI AuabeT, TYTOyXOCThb, @ OCOOCHHO
HAPYIIEHUsI MOYEBOTO TPAKTa U HEBPOJOTUIECKUE PACCTPOUCTBA MMOSIBIISIIOTCS 1103+
ke caxapHoro puabera u arpoduun [3H. [ToaTtomy npu qUarHOCTHKe ONTHYECKOM
arpodun y 6onpHbIXx Cll HEOOXOAUMO MCKIIOYUTH BO3MOYKHBIE NPYTHe TPUIHHBI
arpodun: CHHAPOM BPOXKIEHHON KPAaCHYXHU, MMOCTTUIIOTIIMKEMUIECKYIO aTpoduio,
aTpopuI0 TPaBMAaTHUECKOTO, BOCIAIUTEIHHOTO, OHKOJIOTHIECKOTO MIIA CePAEIHO-
COCYIUCTOTO IPOUCXOXKICHMUSL.

Hugpepenyuanvuviii ouaznos DIDMOAD-cundpom neo6xodumo npobodumv
co cnedyrowyumu 3a6onebanusmu:

1) Pedbcyma curnpoMoMm, Ajist KOTOPOTO XapaKTepPHBI CAXaPHBIIL JUAOET, IITyX0Ta,
IUTMEHTHBII PETUHUT, ATAKCHsI, HUCTArM, Iepudeprudeckast HeMPOIaTHs U HXTHUO3;
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2) Jloypenca-MyHa-bunist CHHIPOMOM, IIPU KOTOPOM HAOTIONAIOTCSI IIUTMEHT-
Hasl JeTeHepalns CEeTYaTKH, OKHpEeHHe, THIIOTOHANU3M, YMCTBEHHAs OTCTaJIOCTb,
MOJIUIAKTUINS, TIIyXOTa;

3) araxcueit Ppunpeirxa, IpU KOTOPOI MOKET HAOGJIIONATHCS CaXapHbIN Auaber
u aTpodust JUCKA 3PUTETHHOTO HEPBA;

4) arpocueir sputenbHoro Hepsa Jlebepa, KOTopast BOSHHKAET BO 2-3 fecsTuiie-
TUU SKU3HI;

5) OpYyrEMHM MUTOXOHIPUAIBHBIMU 3a00J€BAaHUSIMM, U B IIEPBYIO OuYepelb,
¢ curgpomoM Keitpa-Caiipa, 111 KoToporo xapakrepssl ClI 1 Tuma B codeTaHuu c
TYroyXocTbio, 1 Haimmdue CJlI 2 Tura y Marepy, a OnTHIecKast aTPO(Ist — HEIIOCTOSIH-
Hb1l cumntoM. [TIpu DIDMOAD-cuanpomMe OTCyTCTBYIOT XapaKTepHBbIe 1JIsl JAHHO-
rO CHHIPOMA HaPYIIICHUs B IbIXATEIbHOM IEMNH U CHeru(pUIeCKre NU3MEHEeHIS Kpac-
HBIX BOJIOKOH, BBIABJISIEMbIe IIPH 9JIeKTPOHHON MUKPOCKOIIUY, A TAKKe HAPYIICHUS
B MUTOXOHIpuaabHo TparcrnoptHoit PHK B Bune myranun tRNA LEU (3243).

Ocobennocmu meuenust CJJ

XapakrepucTuka nuabera IpU PasIUIHBIX CHHIPOMAX TPYLHA, IOTOMY HUTO
YHCIO TMAIUEHTOB B OTHAEIBHBIX COOOIIEHISIX Majo. M3BecTHO, 4TO nuaber Bcerna
MHCY/IMH3aBUCUMBIIT, C KeTOALUI030M IIPU MaHU(DECTANY MU OTMEHe HHCYJINHA.
OpnHaxo npu 9ToM B OOJIBIIIMHCTBE CJIydaeB OH UMeeT 6oiee MITKOe TedeHue U Ma-
HU(pECTANNIO, IPOXOSIIYIO B OTAEIBHBIX CIIYUasX Uepe3 CT[UI0 HapyLIICHHOH TO-
JIEPAaHTHOCTH K IJTIOKO3eE.

Harrru naHHBIE COOTBETCTBYIOT JIMTEPATYPHBIM COOOIIEHUSIM O 00JIee MITKOM €ro
TedeHHHn u MaHubecranun y OOJIBIIMHCTBA OOJbHBIX. HecMOTpst Ha TO 4TO
B oTAeIbHBIX Crydasix CJI 6bUI JHarHOCTHPOBAH B COCTOSIHUH KETOAIUIOTHIECKOM KO-
MBI (B 3apyOesKHOI JIUTepaType TAKKe OIICAHbI TO0OHBIE HAOTIONEHNS), 9TO MOXKET
OBbITH BBI3BAHO He OBICTPHIM HapaCTaHHEM JEKOMIICHCAIIH, KaK 9TO JaCTO UMeeT Mec-
To npu upunomnarudeckom Cll, a mosmHel quarHocTUKOH. I1pu paHO yCTaHOBIEHHOM
IMArHO3e, KaK 9TO MBI HAOIIONAIM B CIydae, KOT/ia HecaxapHbIi 1uabeT i ONTHIecKast
arpodust pepirectsoBanu passuruio Cll, erre B Tederne 1,5 JIeT I0Cie YCTaHOBICHUS
sBHOM popMel fuabera O0IbHAST MOITIA OOXOMUTHCS 63 MHCY/INHA.

MsirkocTh TedeHHs 3a00JIeBaHUSI BBIPAXKATACh B CyOHOPMATIbHBIX 3HATCHISIX
IJINKUPOBAHHOTO TeMOTTIOOMHA, OBICTPOM JOCTIDKEHUN KOMIICHCAIUH YIIEBOLHOTO
oOMeHa B CTAI[OHApe, PeIKOCTU KeT03a B IOMAIIIHUX YCJIOBUSX y OOIBHBIX, IIPAK-
THUYeCKA He OOYYeHHBIX CAMOKOHTPOJIO, He HMEBIIUX CPEeICTB CaMOKOHTPOJIS,
GOJIBIIIHCTBO U3 KOTOPBIX OBLIHM U3 PETMOHOB C HETOCTATOYHBIM YPOBHEM MEMU-
LIUHCKOM ITOMOIILH.

Ouenb 1200 U3y4eH BOIIPOC O YACTOTE CIENUPUIECKIX TUAOCTHICCKIX OCIIONK-
HeHwui1 y 601pHBIX ¢ DIDMOAD-CHHIPOMOM, ITOCKOJIBKY [JISI TOTO TPEOYIOTCS IOC-
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TaTOYHO OOJIbIINE IIMUIEMHIOIOTHIECKUe UCCIIenoBaHus. [Ipeammonaraercs, 4To Ipu
IAHHOM CUHZIPOMeE 0C/I0)KHeHUs pasbubaromces pesice, 1em npu obsrarom CJI 1 Tuma,
OIHAKO HeOOXONUMBI GOJIbIINe KINHUIECKUE UCCICNOBAHNS ISl YTOIHEHHS 9TOTO
BOIIPOCA. B e[MHCTBEHHOM SIUEMHUOTIOTHIECKOM UCCIeTOBAHUH 45 GOIbHBIX, IIPO-
BefleHHOM Ha ocHoBe peructpa DIDMOAD-cunnpoma B Benukobpuranuu, auiib
7% umenu quabeTUYecKylo PeTHHOIIATHIO ¥ HUKTO He NMell TrabeTHaecKoi Hedpo-
[IaTUX, KOTOPasl OLEHUBAJIACh [10 KPEaTUHHHY B CBIBOPOTKe KpoBH. CpenHss IIn-
TeJIBHOCTH fuabera B UCCIEMyeMOll TPYIIIe COCTaBiIsIa 24 roma. B Hareit He60Ib-
II0¥ Tpymre 60IbHBIX ¢ mnTenbHocTbio CIl ot 10 mo 25 yer puabeTudeckast peTu-
HOIIATUSI U PaHHUE MPOSIBJICHUsST HePOIIATHH, OLIEHUBAEMOIL 10 HAJTUIHIO MUKPO-
WIN MaKpoaasOyMuHypuu, Habmonanucy B 28%, a xaiipomaTus U HEKpoOHO3 — B
14%. B T0 ke BpemsI 110 maHHBIM HanmoHaIpHOTO perucTpa caxapHoro anabera qac-
TOTa CHEIU(DUICCKUX OCTIOKHEHUI Y TOAPOCTKOB I'. MOCKBBI COCTABIISIET IIPU MEHb-
1eit untensbHoCTH fuabera (10-14 mer) 40-45%. OTMedeHa TAKKe CBA3b MEXKIY Ha-
JIMIHeM OCJIOXKHEHUI U 6oJiee TSDKeNIbIM TedeHueM auabera ¢ 6osee BHICOKOM IIOT-
PeOHOCTBIO B MHCYIHHE. Y OTHOI OGOJIBHON MMeIach BbIpaKeHHAs AuabeTHdecKast
xariporaTust. Kak n3BecTHO, XaiiponaTus — creriuduIHoe A7t JeTCKOT0 BO3PacTa 0C-
noxxuenue CJI, pasBuBarorieecs: B peAny6epTaTHOM U IIy6epTaTHOM BO3pacTe y Ha-
u6oJiee II0XO KOMIIEHCUPOBAHHOIO KOHTUHICHTA 60IbHBIX. OTMedeHa BHICOKAsI ac-
COIMAIIMSI ATOTO OCTIOKHEHUSI C IpyruMu cuenuduieckumu ociaokaermsvu Cl. B
IOCTYIIHOI HaM JINTEPAType MbI HAIIUIU JIHIIb OfHO OIHCAHUE HAOJIIONCHUS Xaipo-
naruu npu DIDMOAD-cuuznpome. CiiefiyeT OTMETUTD, YTO TedeHHe fuabeTa y 60JIb-
HOU € XallPOIIaTHeN ObLIO JOCTATOYHO TSDKEJIBIM, CO 3HAYUTEIBHOMN MOTPEOHOCTHIO B
UHCYJINHE, U3 OCJIOXKHEHUI UMeJICSI TaKKe OOIIMPHBII HeKpoOuo3 ronenu. Hempas
UCKJIIOYHUTD, YTO IPUINHON TAKOTO TSDKEJIOTO TedeHUs! 3a00JIeBaHUsI SIBIIACH COLIU-
asbHble (baKTOPhI (60JIBHASI MPOKUBAJIA B 30He OOEBBIX [eicTBUIL). TeM He MeHee
MOYKHO IIPE[IIOJIOXKUTD, YTO OTHO U3 IPUIHH PEIKOCTH CHEIIN(DUICCKAX OCTIOKHE-
uuit CJl mpu DIDMOAD-cunzipome sIBJIsSIeTCSE MSITKOCTD TedeHus nuadera.
IIpupoda caxapnozo duabema B psimy IUCTO HEBPOJOTHIECKUX COCTABIISIIOIITIX
cuHIpoMa noka HesicHa. [Tpu uccnenosanuu C-rienrtuia 6bUIN TOTYIEHBI IPOTHBO-
peduBbIe Pe3yJIbTAThl, BaPbUPYIOIINE OT BBIPAKECHHOTO AeUINTA MHCYIHHA 1O
3HAYUTEIBHOTO MHCYJINHOBOTO pesepsa. He 06Hapy)keHO XapaKTepHBIX [JISL ayTO-
ummyHHOro CJI 1 THIa aHTUTEII K OCTPOBKOBBIM KJIETKaM, K [II0TaMaTAeKapOOKcH-
Jase, a TakKe OpraHoHecrenuduueckux ayroanturel. OIHAKO P MaTOIOrOAHa-
TOMHYECKOM HCCIIeOBAHNN OOHApy)XKeHO H30upaTesbHOe MOpakeHHe [B-KIeTOK
IIPU COXPAHHOCTH O- ¥ D-KJIeToK, Kak u mpu o6br9HoM, ayroumMmynnom ClI 1 tua.
Tem He MeHee cumTaeTcs, ITO AuabeT HPU TAHHOM CHHIPOME SIBJISIETCS He-
ayTOUMMYHHBIM. B KadecTBe apryMeHTOB IPUBOIUTCS OTCYTCTBUE CHEIIU(DPIISCKIX
ayTOAQHTHUTENI K OCTPOBKOBBIM KJIETKaM, OTCYTCTBHE aCCOLMAIIUU C IPYTHMH ayTO-
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HUMMYHHBIMH 3a6OHeBaHI/IHMI/I 1 OTCYTCTBHE acCconlMalluy C aHTUT€HAMU CHUCTEMbI
HLA, cienuduansivu mas U3CII.

OpHako B HallleM KUCCIeTOBAHUY 3a(DUKCUPOBAHO HAIMYINE AHTUTEI K OCTPOB-
KOBBIM KJIeTKaM y 2 601bpHBIX Ipu MaHHU(beCTAuH Tuabdera 10 Hadala HHCYIHHO-
tepanuu. CiiemyeT OTMETUTD, 4T0 quarnocruka DIDMOAD-cuunpoma B 60bim-
HCTBE CJIy4aeB IPOUCXOAUT Ha HECKOJIBKO JIET Io3Ke MaHudecranuu quabera us-
3a 3ana3fbIBaHUA ITOSABICHNA OCTAJIbHBIX COCTABJIAIOIINX CUHIAPpOMA. Tem He me-
Hee CJIefyeT IIPU3HATh, ITO ClenuduIecKiue aHTUTeIA ISl TAHHOTO CHHAPOMA He
XapaKTepHBL.

C [mpyroi CTOpOHBI, B MOCIETHUE TOAbI IMOSBUINCH COOOIIEHHUS O TOM, 9UTO
mymayuu 6 mumoxondpuanvroii [JHK uacmo accoyuupyrom ¢ CJI, XOTs1 poib ux
B pa3BUTUU TUIIEPTIIMKEMHUN HESICHA. K Takum 3a6OJIeBaHI/IHM OTHOCATCA CUHIPOM
Kepna-Caitpa, mpu kotopom sH1edaromuonatust coderaercst ¢ CII, mpoTekaium
CO CKJIOHHOCTBIO K JIAKTAIIM03Yy, a TaK)Ke HAClIeIyeMbI 10 MAaTEPUHCKON JTUHUU
nuabet u rnyxora (MIDD — maternally inherited diabetes and deafness). ITpuaem
CL[ MOJKET IIPOTEKATD I10 TUITY HEAYTOUMMYHHOT'O HHCYJIMH3aBUCUMOT'O WX UHCY -
JTHHHe3aBUCHMOro. OIHAKO B HEKOTOPBIX CJIYUasiX IPU 9TOM OOHAPY KUBAIOTCS aH~
TUTEIA IIPOTHUB OCTPOBKOBBIX KJIETOK B He6OIII)HIOM TUTPE. CereL[I/IH HNHCYJINHA,
olpeniessieMast II0 OPaJIbHOMY INIIOKO30TOJIEPAHTHOMY TECTY, Ipobe ¢ IIII0KaroHOM
u C—HEHTI/I,HY, B 60]1bIHHHCTBe CJIydae€B CHUIKEHA. y‘II/ITI)IBaH, 9TO ITIIOKO30MHAYIIN -
PpoOBaHHasA CEKpeH A NHCYJINHA OCTPOBKOBBIMU KJIETKAMU 3aBUCUT OT COOTHOIIEHU S
AIO/ATO B KiIeTKax, MPENIOJAraeTCsl, UTO MUMOXOHOPUANLHAS OuchyHKUUs
8 B-knemxax moxem 6vimo 00HUM U3 PAKMOPOB HAPYUIEHUS CeKPeyuU UHCYIUHA.

Posib aHTHTEN K OCTPOBKOBBIM KJIETKaM B reHese pasputus Cl mpu MUTOXOHT-
pUAJIbHBIX CHHIPOMAaX ITOKa HEIIOHATHA.

IMpu usydsennn HLA-cucmemot y 6onpubix ¢ DIDMOAD-cunmpoMoM okasa-
JIOCh, YTO ACCOLMAIUA CYIIeCTBYeT, HO He C aHTUT€HaMHU, IIPeIpacIoaralouMHy K
passuruio ob6sraroro ClI 1 Tuma, a ¢ IPOTEKTOPHBIM It Hero aHtureHom DR2.
CyMMUpoOBaHHBIHM aHAJIN3 JaHHBIX JTUTepaTyprl 1o HLA-Tunuposanuio 36 crydaes
DIDMOAD-cunpoma nmokasai qoctosepHoe yBenuuenue uacmomot HLA-DR2-an-
muzenoB y stux OONbHBIX U meHdeHuyuto k yBenuuenuro wacmomvr HLA-DR3
u DR7 110 CpaBHEHMIO CO 3TOPOBBIMU JUIAMU. B HamreMm uccienoBanuy HabI0ma-
JIaCh TEHIEHIIMS K ITOBBIIIeHnIo anTureHa DR5. Acconmanus ¢ anturesom DR2 mo-
pasuTeIbHA, U ee MOJIEKYIIPHO-TeHeTHIeCKHe OCHOBBI II0KA Heu3BecTHbL. OIHAKO
obHapyskeHHast B cBoe Bpemst accormanust CII 1 tuma ¢ antureHamu cucrembl HLA
y>Ke caMa 10 ce6e HATOJIKHYJIA Ha MBICJIb 00 ayTOUMMYHHON IPUPOJie 9TOTO THIIA
nuabeTa U K MOUCKY HAPYIIEHUI TYMOPAJIbHOrO U KJIETOYHOrO HIMMYyHHUTeTa. Takum
06pasomM, ciIefyeT IpU3HATh, 4T0 Bompoc o npupozne CII mpu DIDMOAD-cuuznpo-
M€ OCTa€TCsI OTKPBITBIM.
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Atakcunsa Opuapenxa

Araxcust Opupnperixa (AD) sIBIsIeTCSI BTOPBIM IO PACIPOCTPAHEHHOCTH €HETH-
YECKUM CUHIPOMOM, aCCONUNPOBAHHBIM C CaXapHbIM rHI/IaéeTOM 1 Tuma. CBeI[eHI/IH
O T€YCHUU CH HEMHOTOYMCJIICHHBI, OY€BUIHO, B 3HAYUTEJIbHOU CTENEHU B CBA3U
C TEM, YTO TAXKECTb COCTOAHU A 6OHbeIX 60JH)HI€ OIIpeneasaeTCsa HEBPOJIOTUIECKUMN
IPOSIBJICHUSIMY, M OHU 9allle OKa3bIBAIOTCS B II0JI€ 3PEHUsI HEBPOIIATOJIOTOB, YeM
9H/IOKPUHOJIOTOB.

A® — mambosee wyacToe M3ydeHHOe 3a00JIeBaHUE U3 TPYIIBI HACIEICTBEHHBIX
ataxkcuil. OHa onmcaHa eme B 1860-70-x rr. HemenkuM Tepanesrom H. @punpeiixom.
A® BcTpedyaeTcst IOBCEMECTHO, B OOJIBIINHCTBE PETUOHOB PACIPOCTPAHEHHOCTD COC-
tasisieT 0,5-3,0/100 ThIC. YelL., B HEeKOTOPBIX HEOOJIBIIINX HHOPEIHBIX TOMYJISIIHSX —
BBIIIIE, B IPYTHX (B YacTHOCTH, B SInoHun) — Hke. HaciemoBanue TOIbKO ayTOCOM-
Ho-penieccuBHoe. OcHoBHoe nposbnenue 3abonebanus — cnunoyepeGennApHAas
Amaxcust, HO €10 KIMHUIeCKast KAPTHHA He NCIePIIbIBACTCST, UMEIOTCSI IPYTHe HeBPO-
JIOTHYecKHe, a TalkKe pasHOOOpasHble akcmpaHnebpanvHvie nposabieHus, 103TOMY
6bUTO TIpeIoKeHO 3aMeHnTh HasBaHue AD Ha Gosee obiree "601e3up Opuaperixa”
(B IuTEpaType BCTPEUAIOTCs 062 Ha3BaHMUS).

TunuaHbIM sBJIsIETCS HaYaIo Ha 1-2-Mm JECATUIETUAX JKU3HU, IIPUIEM OTMEIAIOT
06a nuxa 6o3pacma manugpecmavyuu: 6 6-9 u 12-15 nem. [1o HemaBHEro BpeMeHH BepX-
Hell TpaHHUIleit Bo3pacTa Havaia cautanu 20 JieT, ceifIac 9Ta IpaHMIa CIBHHYIIACH K TO-
pasmo 6oiee O3THEMY BO3PACTY, HO CJIYYaH € TO3IHUM HAYaJIOM COCTABIISIIOT HEOOIIb-
wryto goitio. ITepBuie nposbnenus — HeyCTOMUBOCTD TOXONKU (OCOOEHHO B TEMHOTE),
ITonIaTbIBaHNE, BCKOPE ITOSABIISIOTCS paCCTpOﬁCTBa KOOpAMHAUU B PYKaX, MEHSETCA
pedb (CTaHOBUTCS AU3APTPUIHOI). 3abonebanue HeyKIOHHO npozpeccupyem 1 Heu3-
6€XKHO TIPUBOIUT K TIyOOKOM MHBAIHIU3AINN, HO TEMITbl POTPECCHPOBAHUS Pa3-
JIMYHBI: UHOI'TA 6OHI)HI)Ie B T€IE€HIE€ HECKOJIBKUX JIET IIEPECTAIOT XOAUTD, B JPYTUX CIIYy-
Jasax COXPaHAIOT BO3MOJKHOCTHb II€PENBIDKEHUS U CaMOO6CHy>KI/IBaHI/I5[ JOCTATOYHO
nosro. Hapyiienue pyHKIINN Ta30BBIX OPTaHOB MOSIBISIFOTCS Y 9aCTH OOTBHBIX C IJTH-
TeJIbHO TeKyIuM 3aboseBaHueM. VHTe/UIeKT B OOJIBIIIMHCTBE CJIYYaeB He CTPasiaeT.

HIupox crexrp axcmpanebpanvuvix cumnmomob AP. CaMbIM TUNUYHBIM U3
Hux (uMeercst y 2/3-3/4 GONBHBIX) SIBJISIETCS XapaKTepHasl nedOpManus CTOIBI
("croma ®punpeiixa”, "mosnast ctoma"): BBICOKUI BOTHYTBII CBOJ C Iepepasrubanm-
eM TalbIleB B OCHOBHBIX (DaymaHrax u cru6aHreM B KOHIEBBIX (pasaHrax. Xapak-
TepeH TaKKe KU(POCKOINO3 I[TO3BOHOYHUKA. Y IIOABIISIONIET0 OOJIBIINHCTBA
6OJIBHBIX UMeeTCsI IPOTPecCUpyIolast KapauoMuonarus (dame rumeprpoduaec-
Kasd, pexe ,HI/IHaTaI_[I/IOHHaH), MMEHHO OHa 4YaCTO MABJIACTCA HpI/I‘II/IHOI/"I cMepTHu
60IbHBIX. B 4acTu ciaydaeB BBISBISETCS aTPOUs 3pUTEIbHBIX HEPBOB, U3pPeaKa
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karapakrta. M3 aHdokpunHvix paccmpoiicing BCTPeJarOTCsl THIOTOHAN3M, [10JI0-
BOI1 MH(AHTIIIN3M, THIIOTHPEO3, HO Bedyuwjum no wacmome u KAUHUUECKOTl 3HA-
yumocmu si6assemcs C/1.

ITpusogum onucanue cobcrsennoro Habmonenus AD ¢ CII.

Bonvnoii A.D. 19 nem., edutcmBernviii peberok 300pobuvix podumerneti, He cOCHO0-
sauux 6 kpobrom podcmée. bepementnocmo y mamepu ¢ yzpo3oii npepuvibanust 6 15-20
Hedenv, podvt 6 32 nedenu nacmynunu Bcmedcmbue cyuaiinozo nadeHuss mamepu,
macca mena 2350 2, dnuna 48 cm. Ha nepBom 200y xusnu pazbubancs 6e3 omxnote-
Huti. Bcezda 6vin d6uzamenvho neckonvko HenoBkum, 6vicmpo ycmaban pusurecku.

B 5 nem nocne nnebmonuu pesxo ocnalen, nepecman xo0umo u 0axe yoepu-
Bamwv 207108y, 3amem cocmosHue YIYHWUIOCH, HO NOX00KA 0CMANACH HEYCMOTitu-
6Bo1i, neyBepenno cmosn, nosbunuco Hapywenus koopdunayuu 8 pykax. B mom xe
200y duaznocmupobana AD. 3abonebanue npozpeccupobano 6vicmpo: ¢ 7 nem He
Moz xo0umv 6e3 onopuvi, ¢ 10 nem ne xodum. O6yuancsi Ha 0omy, nouepx usmeHeH,
HO NUCAMb MOsKem, Peub USMEHUTACL MAJIO.

B 12 nem nosBunuco sxaxda, nonuypus, nomeps 6eca. Bviabnenwvt znroxo3ypust,
Ketouypust u zunepzauxemust 00 18,3 mmonv/n, c amozo 6pemenu noxyuaem uncy-
aunomepanuro. Teuenue CII cmabunvhoe, abnenus kemosa xkpaiine pedxu dasce
npu unmepxyppeHmuvix 3a6onebausx, ooHaxo cymounas dosa uncynuna 6cezoa
ovina doBonvno Bvicoxoii (1-1,5 ed/xz). YzneBoonvtii 06men komnencupoban: HBA1
7,5%. Konebanus znuxemuu 6 meuerue cymox om 5,6 do 10,3 mmonv/n. Ilpu daéb-
Hocmu 3a6onebanust 7 1em o6Huapysxena duabemuueckas Hegpponamus 6 cmaduu
muxpoanvOymunypuu (MAY 83 mz/n npu nopme do 20 mz/xn).

C nacmynnenuem ny6epmamay 6011020 pe3ko yxydwunoco 3penue: OD sph -
8,5 cyl 2,5 ax 0° OS sph -9,0 cyl 3,0 ax 170° . IIpozpeccupytowas 6au3opyKocmo
ABunace npuuuHOT HAMUHAIOWEIICS OmCcaotiku cemuamku. B 15 nem 6vina npous-
Bedena ckmeponnacmuka u 1a3epoKoAZYIAUUS CEMUAMKU C ABHLIM NOT0XKUNENb-
HoiM I pexmom.

IIpu ocmompe: pocm 170 cm, macca mena 67 kz. Kocmnvie usmenenus: kugocko-
03 2pydHozo0 omaena no3bonounuixa, depopmayust cmon no muny ¢ppudpeiixo-
6vix. H3menenus 6 nebponozuueckom cmamyce: Hucmazm, Ha ¢pone ougpgystoii
MblueuHoti zunompoguu 6onee Bvipaxennas amuompodus ducmanvHovIx omoe-
7106 Koneurnocmeti (bonvute Hoz), 2py6vLii nepudepureckuii HuXHUL napanapes,
apegprexcus, uspedxa Hedepkanue kand, Hapywena zayboxas uybcmbutenv-
Hocmb 6 Kucmax u cmonax, bvipaxcennas amaxcus 6 pykax (6 Hozax oyeHumv He-
603moxcHo u3-3a napesa), Hezpy6as dusapmpust. Unmennexm 6 npedenax Hopmot.
OKT: maxucucmonus 90-120 8 mun., zunepmpoduueckas kapouomuonamus, o4ua-
206vie usmenenust 60xo6oii cmenxu ne6ozo sxenydouxa (pacyenennvle Kax oucme-
mabonuueckue), CUHOPOM paHHeil penoaspusayuu >xemaydouxob.
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IHK-0uaznocmuxa: 6 HUU nebponozuu PAMH ycmatno6neno nocumenvcmbo
2ena X25 6 cemve .

Bnepsrie couetanue A® u CJl onucano erre B kKoHIe XIX B., K KOHITy 60-X IT. KO-
JIMYECTBO TaKUX HaOrofeHuit (B TOM 4ucie ceMelHbix) cocraBwio 70. Yacmoma
CI npu A®, 10 TaHHBIM Pa3HBIX ABTOPOB, KoJebiercst om 5 00 32%. Pasmuaus ot-
qacTu 00ycaoBiIeHsb! pagubiMu Kputepusmu ClI. BakHOCTB yueTa 9TUX KpUTEPHEB
IeMOHCTpUPYIOT maHHbIe Shapcott et al: u3 50 06cemOBaHHBIX UMU GOIBHBIX KITH-
Huky ClI umemnu 18%, a HapylIeHue TOJIEPAHTHOCTH K yriaesonaM — 40%. Mcrounu-
KOM pasJInIMil MOJKET OBITh U XapaKTep BBIOOPKH OOJIBHBIX: eCJIU B Hell Ipeobiana-
0T 6onbHBIE ¢ HebompIuM "craxkeM' AQD (merw, mompocTku), nosst caydaeB ClI
menblIite. Eciu peus uet o Tsoxenbix popmax, Bogpacraer u yacrora ClI: ananus 82
crygass AD c JleTaJbHBIM UCXONOM IIOKA3aJl, 9TO B IIOJIOBHHE CIyYaeB IPUIMHOU
cMepTH ObUIA CepedHast HeloCTaTOIHOCTh, ClI cTpananu 19 60osnbHbIX (23%), ¥ 4 U3
HUX PasBIJICS NUA0ETUIECKUI KeTO3.

B oTiamuue OT KapaAUOMUONATHU U CKEJIETHBIX NedOpMaliuil, KOTOPbIe MOTYT
OIlepeXKaTh HEBPOJOTUYECKYI0 cHMITOMATHKY, CI manugpecmupyem o6viuto na
¢pone ysxe dnumenvro mexyujeit AD (10 nem u 6onee). B To sxe Bpems erte 10 Ma-
uHudecrannu CII y 6ompabix AD MMeeTCss HHCYTUHPE3UCTEHTHOCT.

bBonpmmHCcTBO HccnenoBaresnelt ykasbiaet, uTo ClI mpu AD sBiIseTcs HHCYINH3A-
BUCHMBIM U IIPOTEKAET JOCTATOUHO TDKEJIO, HO ITOPOOHbIE OIIMCAHNUS €T0 PA3BUTHS U
TeyeHHUs equHUIHBL. Tak, Schoenie et al. coobmmnm o 3 manuenTtax ¢ AD (2 meByIKu
u roHoma 13-20 j1eT), y KOTOPBIX HMENUCh Cienyloire xapaxkmepucmuxu C/I:

1) MHCYIINHO3aBUCUMOCTD U CKJIOHHOCTD K KeTOAIIUI03Y;

2) mOoTpeOHOCTD B MHCYJIUHE B CpemHeM 1 efI/Kr MacChl Tea;

3) orcyrcrBue Tunuanoro miast ClI 1 tuna rammotuma HLA;

4) OTCYyTCTBHE CePOTIOTHUECKHX I0KA3aTeIbCTB Ay TOMMMYHHOI JeCTPYKIIUU OCT-
POBKOBBIX KJIETOK;

5) OTCYTCTBUE PEMUCCHUIL.

ABTOpBI CIUTAIOT, YTO ITH JAHHBIE OTPAXKAIOT 06111e ocobennoctu ClI mpu AD:
HOTepsi OCTPOBKOBBIX KJIETOK, Kak mpu o6sranoMm ClI, Ho 6e3 HLA-accomuarnun
u 6e3 ayTOMMMYHHOI fecTpykuunu B-xierok. O6ceoBanme ceMeil, OTSITOIeHHBIX
o AD, cBUIeTeIbCTBYET O TeCHOU ¢BsI3u AD ¢ MHCYTUHPE3UCTEHTHOCTBIO, KOTOpasd,
B CBOIO OUepe/b, CBA3aHa C HATMINEM MeMOPAHHBIX aHOMAJIHI, IIPHBOASIIUX K pe-
[IEITOPHBIM fieeKTaM.

Jlo HemaBHero BpeMeHU IMPUIHHBI IUIetoTponuaMa rena AQ (MHOXeCTBEHHOTO
OeFICTBHS B PA3IMIHBIX OPraHaX M TKAHSIX) U KJIMHUYIECKOH BapuabenbHOCTH 601e3-
HU OBLITM HEU3BECTHBL. MOJIEKYJISIPHO-TeHEeTUIeCKUe UCCIICNOBAHNS TOCJICTHUX JIeT
B 3HAUUTEIBHOI CTEIeHM PACIIMPIIIA HAIIM 3HAHUS O HpUPOfie 3a00IeBaHMUIL
B 1988 r. kapmupoban zen AD (8 9q13-q22), ¢ ITHUM JIOKYCOM CBSI3aHbI BCE CAyIan
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3a60JIeBaHUs U CTaja BOZMOXKHON KOCBEHHas! OponoBast u poxunHmdeckas JTHK-
nuarHoctuka. e A®D, o603HaUYaeMbIll Kak TeH X25, 9KCIIPeCcCUPYeTcst He TOJIBKO
B IITHC (mpenmy1iiecTBeHHO B CIIMHHOM MO3T€, MEHBIIEe — B MO3KEUKe), HO TaKKe
B cepate (Ie ero 9KCIpeccust MaKCUMAJIbHA), B IIODKEITYIOYHOM JKele3e U JPYTHX
9HEProeMKHUX OpraHaX M TKaHsX (CKeJIeTHBIE MBIIIIIbL, Te9eHb), YTO 00y CIOBIUBA-
€T MHOKECTBEHHOCTb KJIMHUIECKUX IPOSsIBJICHUH.

I'en AD xomupyet 6esIOK ppamaxcun, HaXOISIIUICI Ha BHYy TPEHHeN MeMOpaHe
MUTOXOHZpHIL PsimoM paboT mokasaHo ero ydactue B obecriedeHUN (yHKIIMI MU-
TOXOHMIPHUT, T.e. B 9HEPTETUIECKOM MeTabonn3me KineTku. Tem cambim AD cOmmka-
eTCsI C MUTOXOHIpUAIbHbIMU 6oste3usMu. B wactHocty, CJI BCTpedaeTcst Ipu MHO-
TUX MUATOXOHIPUAIBHBIX 3a00JIeBaHUSIX. BMecTe ¢ TeM, IJIsi MHOTUX MUTOXOH[PU-
ATBbHBIX 60JIe3HEN XapaKTepHa aTaKCHsi — OCHOBHOe mposiBiieHne AD). Barmstn Ha AD
KaK Ha MUTOXOHJPUAIBHYIO GOJIE3Hb MOYKET OTKPBITh HOBBIE IIOAXOMBI K TePAIUI
9TOTO [OKA HEU3JIEINMOTO 3a00IeBAHMUSL.

CaxapHbin gnabet 1 Tvna
Npn TeNeaHrnoaKTaTnyeckon 601e3Hn

Mpi1 Taxoke Habmomanu coueranre CJI 1 TUIIA ¢ TSDKEIOM aTakCHell, HOCSIIEl, Be-
POSITHO, BTOPHUYHBIIN XapaKTep, OOYCIOBICHHBIM TeJICAHIHMOIKTATUICCKON 60-
JIE3HBIO B COUETAHHUM ¢ MeTabonudeckumu HapyureHusmu 3a caer ClI. TTo nurepa-
TYPHBIM TaHHBIM, TeJIearnodKTaTuIecKas 6oesns accoruupyer ¢ ClI 2, no me CII 1
tuna. [IpuBonuM Halre HabIIOCHUE.

Bonvuas A.,15 nem, nocmynuna 6 demckoe omodenenue Hncmumyma duabema
OHII PAMH c xano6amu Ha pe3kyto cnabocmv 8 Hozax, He603MoXxHOCHb camoc-
mosimenvHozo nepedBuscenuss, kpobomouubocmv decen, HocoBvie KpoBomeuenus,
KAxOy, nonuypuro.

Mamv — 39 nem, omey — 43 z0da, cecmpa — 12 nem — 300poBvt. Bonvuas om
mpemuveii Gepemennocmu, npomexabuieii ¢ yzpo3oii npepvibanus na 6cem npomsi-
xKenuu. JI6e npedvidyujue 6epemenrHocmu y mamepu 601vHo1 3aKOHUUAUCH BoiKu-
dviwamu. Poovi na 8 mecsye 8 ssiz00uurnom npednexanuu, c OMcaAolKoil naayeHmobt.
Macca mena npu poxdenuu 1800 2, dnuna mena 44 cm. Bonvnas podunace 6 acpux-
cuu, ¢ kpoBousnusHugMU 6 KoKy TUYA.

B 6Bo3pacme 2 nem 3 mec. nocne nepenecennoii OPBU y pebenxa nosibunuco
o0vuuka, omexu, ybenuuenue neueHu 00 6,0 cm u3-nod kpas pebepHoii dyzu no
cpedHeKknoUUUHOIl TUHUY, NOBblleH e CUCHOTUYeCK020 apmepuanvHozo dabre-
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Hust do 160 mm. pm. cm. B 3 z00a 4 mec. 6vin ycmanobnen duaznos: uduonamuuec-
Kuti zunepmpoguueckuii cybaopmanviotii cmernos. C amozo 6o3pacma 6onvHyio
nepuoduuecku 6ecnokounu cunvtoie 6oau 6 xubome, conpoborxxdabuwuecss mous-
Homoil u pBomoii, Komopwvie pacyenubanuco kKak obocmpeHue XPoHUHECKOZ0
nauxpeamuma. Ilocnednuii npucmyn 8 15 nem (npu amom amunasa mouu 0viia
6 npedenax nopmvt).

B 6 nem 8 cbs3u c wacmvimu HocoBvimu kpobomeueHusmu, Habat0dabuumucs
¢ 5-nemmezo 6o3pacma, a maxse meneaHzuIKMAZUAMU cocydob xoxu nocmabnen
duaznos: 6one3nv Pandto-Bebepa-Ocnepa. B cBsi3u c coxpanstoweiics zenamomeza-
Juell O UCKI0ueHUsT 2iukozeno3a 6 15 nem 6vin npoBeden zatoKko3omonepann-
Hotil mecm. Boisbneno napywenue monepanmuocmu k yznebodam. Yepes 1 mec. no-
Abunuce cumnmomvr mMaHupecmayuu caxaprozo duabema. Cnycms euje mecsy
6 npexomamosnom cocmosnuu debouka Ovina zocnumanuzupobana 6 6onvHuyy no
mecmy xumenvcmba. Ilpu Bvinucke cymounas 0o3a uncynuna cocmabnsna 44 ed.
Yepes 3 mec. nocne manugecmayuu caxaprozo duabema nosbunace cnabocmv
6 nozax, komopas 6vicmpo npozpeccupobana. Yepes 5 mec. 6onvHas 6vina zocnu-
manusupobana 6 DHI] PAMH.

IIpu ocmompe: macca mena 43,0 xz (10 nepyenmunv), dnuna mena 163 cm (60
nepyenmunv). Koncmumyyuonanonouit mun donuxocmenuueckuii. Yepen c yme-
pexnvivu 60abnenusmu u 100HLIMU Oyzpamu, zpomeckoBvie uepmuot nuua. He6o
6vicoxoe. Cmonvt kopomxkue c Bvicokum c6odom. Hmeromes pacnpocmpatnentvie
meneanzuskmasuu cocydol xoxu auya, mynobuwa, koneunocmeii. Ha neoii cmo-
ne 2 ouaza nunoudnozo Hekpobuosa. Ommeuaemcss ymepeHHAST ZUNePPACIIKU-
Mocmb K0KU, zeHepanuzobannas zunepmobunvrHocmo cycmabob, naubonee Bvipa-
xennas 6 cycmabax kucmu, noxmeboix U KONEHHBIX cOUneHeHURX. Muluybl HUX-
HUX KoHeunocmeil cybampodpuunvt. Moiueunas cuna 6 npoxcumanvHoix omdenax
3,5-4,0 6anna, 6 ducmanvuvix — 4,0-5,0 6anna. Ilpu pusuuecxoii Hazpyske He60mb-
was ooviwka. I'panuyvt omuocumenvnoti cepdeunoti mynocmu: npabas —
6 uemBepmom mexpeGepve Ha 1,5 cm kKHAPYXKU om Kpast 2pydunvl, nebasi — 6 nsmom
Mmexpebepve no cpedHexkmouuunoil aunuu, Bepxuss - 6 mpemvem mesxcpeGepuve.
Hao 6Bceti noBepxnocmvio cepoya Bvicnywubaemcst zpyOviii 2010CUCONUYECKUT
wym ¢ maxcumymom 6 mouxe bomxuna — dpéa. Illym npoBodumcs na cocydvt weu,
MexKAoNnamounyro o6nacmo, opiownyto aopmy. Ileuenv Bvicmynaem us-nod kpas
pebepnoii dyzu no cpednexmouuunoti aunuu Ha 3,5-4,0 cm, no nepedueti nodmot-
weunoii — Ha 4,5-5,0 cm. IloBepxrocmo 2na0xas, Kpai nAOMHOINACMUUHDBLIL, Ca-
6000ne3nennviii. Hnmennexm Bvicokuii. Ommeuaemcs moluieuHas caabocmo, He-
ycmotiuubocmov 6 nose Pombepza, ymepennas unmenyust npu nanvyenocoboii npo-
Oe, nonoxumenvHole npo6ovt "mumononadanus'”, aduadoxoxunesa, D<S. Habnto-
daemcst 20pU30HMANLHBLI cpedHell amMnaumydvl ¢ POMamopHvIM KOMNOHEHINOM
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Hucmazm, 6osnuxatrousuii npu ombedenuu u KpAHUX NOK0XKeHUAX 271a3 6 ctnopoHbL
u 66epx. KonbBepzenyus neycmotiuubas. Pegpnexcot cnusxenwi, 6 pyxax D>S, 6 nozax
D<S. Hamonozuueckux pedprexcob ne Bviabneno. B uybcmbBumenvnoii cgpepe npe-
obnadaiom ymepenHvie CUMNMOMbL NOAUHeBpUmMUUEcK020 tuna paccmpoticmb
npeumyujecmbento nobepxrnocmnoii uybcmbumenvrocmu no muny "6vicoxux nep-
uamoxk", "Hocko8", "nockymnvie" cumnmomot Bvinadenust. Bvipasxenvt cumnmomvi
Bezemamubnoii oucpynxyuu. Boisbrena mpuznuyepudemus — 2,39 mmonv/n (Hop-
ma do 1,9 mmonv/n.) . IIpu Y3U neuenv ybenuuena (kpaii na 5,0-6,0 cm. Husxe pebep-
Hoti dyzu), KoHmypwl poBHvle, cmpykmypa o0HopodHas, ynanomneta. [lopmanvnas
Bena, sxenunviii nysvipv, nouku 6e3 ocodennocmu. Ilodxenydounas xenesa 6 pas-
mepax He yBenuuena, cmpykmypa ooHopoonas, ynnomuena. DKI': nedocmamou-
HOCMb KPOBocHAOKeHUS nepedHecenmanvHoll o6nacmu, Hapyulenue 6nympusie-
sydouxoBoii npoBodumocmu, nepezpysxa ne6ozo npedcepous, 3amedneHue ampuo-
Genmpuxynspnoii npobodumocmu. DxoDKI': zunepmpopus mesxcxenydouroboii ne-
pezopodxu do 25,0 mm (nopma — 0,7-0,8 mm), cmenka neBozo xenydouxa — 10 mm
(Hopma — 10 mm), undexc — 2,5 (mopma do 1,0). Dnexkmponetipomuozpapus: cHu;ce-
Hue ckopocmu npobedenust HepbHozo umnynvca no nepuepuueckum nepbam bepx-
HUX U HUKHUX KOHeuHocmetl om 10 0o 50%. Koncynvmayus kapouonoza: uouona-
muueckuti zunepmpoguueckuii cybaopmanvvlii cmenos.

YIuThIBas OTYETIMBO MUCIUIACTHIHBIN (DEHOTHUII, TATOJIOTUIO CEPAETHO-COCY-
rHI/ICTOI/“I CUCTEMBI, a TAK)KE€ HEBPOJIOTUYIECKYIO CUMIITOMATUKY, HETUITNIHYIO IJISI Ca-
xapHoro auabera, 60JbHast ObLIA KOHCYIBTUPOBAHA B PA3HBIX MEIUKO-TeHETHIeC-
KUX 1 HeBPOJIOTHYIeCKuX meHTpax. Juddepennnanbhast [uarnocTuka IpoBOJIIIACH
Mmexxny cuappomamu Opunperixa, Pedcyma, Hlapko-Mapu-Tyta, JIyu-bap (bomep-
Cemxsuka), Pyccu-Jlesu, baccena-Kopruseiira, 6oe3nsio Pangio-Bebepa-Ociepa.
OI[HaKO KIIMHUYECKasA KapTHUHa 3a6OHeBaHI/IH HE€ COOTBETCTBOBAJIA IIOJTHOCTBIO HU
OIHOMY U3 MePEeIUCICHHBIX CHHAPOMOB. O6001mast TaHHOe HAOIIIOfIeHNE, CIIeyeT
IIOAYEPKHYTH, 9YTO B HEBPOJIOTUIECKOM CTATyCE Ha HepBbeI TIJIaH BBICTYIIAJI CUMII-
TOMBI MBIIIIEYHOT C1A60CTH, conpoBokaanecs nuddysnoit amuorpodueii, Ko-
TOpast COYETaNach C BBIPAKECHHON ruriopeduieKcueil 1 HapyIIeHHeM TyBCTBUTEIb-
HOCTHU II0 IIOJMHEBPUTUIECKOMY TUITY. Bmecte ¢ TEM, UMEJIa MECTO CTAaTHUYCCKasA
aTaKCUsl, YMEPEHHBIN MHTEHIIMOHHBINA TPEMOP M MEJIKOPa3MAIIUCTBIA ObIOMINIT
HucrarM. Kapruaa DMI' coOTBeTCTBOBaIa MOPAKEHUIO TepUdEPHIECKOTO HEMPO-
MOTOPHOTO anmapata. iaMeHeHusI Ha IJIa3HOM JTHE COOTBETCTBOBAIM KapTHHE U/IN-
OIIATHYIECKOTO OTEKA [UCKOB 3PUTEJILHBIX HEPBOB C YMEPEHHOI aHTHOIATUCH CeT-
JaTKu. DHHOyIb6apHasi KOHBIOHKTUBA ObUIa MHBEI[UPOBAHA 33 CYET pa3pacTaHuUsl
9HIOTEJINS, B IeTJINCTON epUINMOaIbHOM 30HE — IPOLYKTHI paciazia (popMeHHBbIX
9JIEMEHTOB KPOBHU B BHIE MeJIKOH "pykaBoit” mblreobpasHoctu. OTMedeHHBIE Telle-
AHTHUOKTAa3UU KOXU, FI/IHepMO6I/IHbHOCTb CyCTaBOB, TUIIEPPACTSLKUMOCTD KOXXU MOT-
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JI1 CBUIOECTCIBCTBOBATH O CUCTEMHOU IIaTOJIOTUU COCHHHHTGHBHOﬁ TKaHHU. bbu1o
IPEIIIOIOKEHO, YTO B OCHOBE PAa3BUTHUS ATAKCHU Y OOJIBHOM JIEXKAIU COCYAUCTBIC
HapyIIeHUs (TeJleaHTNOKTA3nN ), YCyTyOUBIIINecs] pa3BUTHEM CaXapHOTo guabera.

Ha ¢ome TiarenpHO KOMICHCAIIMY YTJICBOTHOTO OOMEHA U MACCUBHOU Tepa-
MY aHTUOIIPOTEKTUBHBIMMU IIpErIapaTaMu y 60)'[])H0ﬁ OTME€YCHA 3HAYUTEIbHAA I10-
JIOJKUTEJIbHAA TJUHAMUKA. ITossBi1ach BO3MOKHOCTH CAMOCTOSTEILHOI'O IIepeaBIIKe-
Husl. B manbHeiiiniem 6ospHas mepeHocuIa 6ojiee 3HAYUTEIbHbIC (PU3NIECKUE HAT-
PY3KHU — IUIATEIIBHYIO XO,HI)6Y, TaHIbI. DTO ABUIOCh KOCBEHHBIM IIOATBEPIKAEHNEM
BTOPHUYHOCTU pa3BUTUS aTaKCHUU BCIIEACTBHE COCYHHCTOﬁ aHOMAaJIMU pa3BUTUS, HO-
CsIIel reHepaIn30BaHHbIN XapaKTep. B jinrepaType HaM He BCTPETHIIOCh ONTMCaHUH
HOIOOHOTO CUMNNOMOKOMMNIIEKCA TIPOSIBIICHUI TeJIeaHTMOKTATHIeCKol 00JIe3HN, B
KOTOPBIH, KpOMe teleaHzudaKmasuil, BOLLIA AMAKCUs, Z2unepmoOunvHvLii cuHOpom,
2unepmpouueckas kapouomuonamust, a B nociaencrsuu passuics CII 1 muna.

TeneaHruakTasuu NPenCTaBISIIOT COOOM PACIINPEHHe COCYIOB, KOTOPbIE BBICT-
JIAHBI SHIOTEJINEM U JIe)KaT Ha 6a3ajbHOM MeMOpaHe IIPU IPAKTHIECKOM OTCYT-
CTBUU 3JIACTUYECKOU U MBIIIIEYHOU TKAHWU. TeJIeaHI‘I/ISKTafSI/II/I MOTYT CIIYKUTH O[-
HUM U3 KJINHIYECKUX IIPOSIBICHUN 3a00IeBaHUs, THOO OTPAKAIOT CYyTh CUHIPOMA.
B oTmenpHBIX CAyYIasx OHU CITIOCOOHBI IPOTEKATH IO TeMOPPATUIECKOMY, IICEBIOTY -
MOPO3HOMY THUIIY UJIH ellfe PesKe — C HeCIIen(PUIECKO HeBPOJIOTUIEeCKOM CUMIITO-
MATHKOI, 00y CIIOBIIEHHOM JIOKATN3aI[Hel TeJeaHTnoKTasuu (mepebpanbras hopma
6omne3nu Panmro-Bebepa-Ociepa). TeneaHrnaKkTasnu Takke MOTYT 0OYCIOBUTD pas-
JINYHBIE MTATOJOTUIECKUE COCTOSIHUSI BHYTPEHHUX OPraHOB (BuCuepaabHast hopma
6omnesnu Paumio-Bebepa Ocrepa ). BucrepanpHast TOKaIH3aIUs TeTeaHTHOIKTAZHIN
MOrJIa OBITh OJHOM U3 IPUIUH OCTPHIX IPHUCTYIOB GOJIEH B )KUBOTE B OIMCHIBAC-
MOM CJIy4ae, a TAKKe Pa3BUTHUSI TelaTOMETaIHH.

V3MeHeHUsI B pa3dMepax TeJIeaHIMIKTAa3Hil 3aBUCAT OT I[eJIOT0 psifa (PU3HOJIOTH-
YECKUX MM ITIATOJIOTUYECCKHX Cl)aKTOpOB, TaKUX KaK IOpMOHAJIbHbIE€ U3MEHEHUA
B [IEPEXOJHOM BO3PacTe, 3a60JIeBaHNUs [IeYeHN, IICHXUIECKUe TPAaBMbI U IIpouee. Be-
POSITHO, 4TO HEeM3OEKHBbIE IIPU CaXapHOM AuadeTe TOPMOHAIBHO-MeTabOIHIeCKIe
HAPYIICHUS U SIBUINCh OCHOBHBIM (DAKTOPOM, yCYTyOUBIIINM IIPOSIBJICHUS TEJICAH-
TUOKTATUIECKON O0JIe3HU. DTO MOTJIO IPUBECTH K BOSHUKHOBEHHIO Hepudepuiec-
KOH IOJINHEHPONIATUN U Pa3BUTHIO aTakcuu. OIHAKO HeJb3sl UCKIIOUUTD, 9TO Pas-
BUTHE ITOJIUHEHPOIIATHH MOIJIO OBITH COIIPSDKEHO U C CHHAPOMOM Diepca Hammoca.
Omnucannoe T. I. Farag u RJST. Schimke 8 1989 rony mHabmiogeHne 9T0oro CHHAPOMaA
Y IBYX CHOCOB B COYETAHUU C IeprepUIecKoll IIOJINHEePOIaThell, paccMaTpUBae-
MO€ aBTOPAMU KaK CJICCTBUE CAMOCTOSITEJIBHOTO T€HETUIECKOro AedeKTa, IIOATBe-
PrKIaeT TaKylo BO3MOXKHOCTb.

Hawm npepncraBisieTcst 3aKOHOMEPHBIM COUETAHIE TeJIeaHTHIKTATUIECKO 601e3-
HU C CUHIPOMOM Dilepca-/laniioca, XoTs B IuTepaType cpenu 11 BbiIeIeHHbIX TH-
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IIOB 9TOT0 CHHIPOMa TeJIeaHT'NIKTa3HH OTCYTCTBYIOT. Takas codeTaHHas IaTOIOTUS
COCIMHUTEIBHON TKAaHH MOIJIA OBITh OOYCJIOBJICHA HApYIIEHHEM TeHETUIECKOrO
yIpaBjieHUs CUHTE3a OHOTO WJIM HECKOJIbKMX THUIIOB KOJIJIareHa.

NmMerormiiecst B uteparype HaOMIONEHHUS COYETaHUSI TUIIEPMOOUIBHOTO CUHII-
poMa ¢ rurepTpoUIecKoil KapAHOMHUOIIATHEH T03BOJIIIOT CBSI3aTh UINOMATHYIEC-
KU1 TUIePTPOodIIecKnil Cy6aopTaIbHBIN CTEHO3 C OCTAIPHBIMH COCTABIISIOUIMU
OIIMCHIBAEMOTO CUHJIpOMA.

HaciencrBenHass remopparudeckasi TeJI€aHTUIKTa3Hsl, HEKOTOPble THUIIBI CUHI-
poma Oiepca-JlarHioca ¥ HAMONATUIECKUN CyOaOPTAIBHBINA CTEHO3 (II0 KpaiHeit
Mepe B 50% cirydaeB) — 3a6oieBaHUsL, HACIEIyeMbIe TI0 ay TOCOMHO-TOMUHAHTHOMY
tuny. OTCYyTCTBUE 9THX HEAYTOB y POLUTENIEl G0IbHOI TO3BOJISIET IIPEAIOIOKUTD
myranuio de novo. OnHAKO, yIUTHIBasI IPUBBIYHYIO HEBBIHAIIIMBAEMOCTh B aKyIIIe-
PCKOM aHaMHe3e MaTepH, IPUIHHON KOTOPOI MOIJIA OBITh HEIIPOYHOCTD IIOJHBIX
000JI09eK BCIIEACTBHE TOPAKEHUST COCIUHUTEIBHOM TKAHU, MOXKHO IIPEAIIOI0KUTh
HaJIM4ue penecCUBHOIO HacJIe[JOBAaHMs OIIMCAaHHOIO CMHAPOMA.

B oTHoIIeHNU cOYeTaHMs OIUCAHHOIO CUMIITOMOKOMILIEKCA C CaXapHbIM [Ua-
6eTOM BO3MOXKHO CIIydailHOe coBmaienre. OfHAKO acCOIMAITUS TEICAHT NOIKTATU -
geckoit 6osesuu ¢ CIl 2 Tuma mo3BOJISIET IPEIIONIOKUTh, YTO HAHOOJIee TsDKeIble
IIPOSIBJICHUSI ¢ C TOPA’KeHNUEM BHUCIePAIbHBIX OPIaHOB MOTYT OBITh IPUIUHOM BbI-
Pa’KeHHOI HHCYJIIMHOBO HEJOCTATOYHOCTHU C Pa3BUTHEM MHCYJIHHIIOTPEOHOCTH.

HeoHaTarnbHbIM caxapHbiv guabet

Heonamanvnuwtii caxapnoiii duabem MOXKET CyIIeCTBOBATh CAMOCTOSITEIBHO HIIH
OBbITH 9aCTHIO CHHAPOMA. B HacTosIIee BpeMst BBIIEILIIOT ABe POPMBI 3a00IeBAaHUS —
mpansumopnuwtii duabem HoBoporxxdeHHbIX U NepMAHEeHMHDII caxapHbuil duabem.

TpansumopHuviii caxapHwiii duabdem HOBOPOKICHHBIX BCTPEIALTCS IPUOTH3U-
TesnpHO y 1 Ha 400000 poskmenuit u cocrasister 50-60% Bcex crydaeB guadeTa HO-
BopoxmeHHBIX. [Ipn nuddepernnanbHOM qUarHo3e TPAH3UTOPHOTO U IEepMaHe-
HTHOTO nuabeTa BOZHUKAIOT OOJbIIINE TPYJHOCTU. B 060UX CIyvassx mMeeT MeCTO
HEeJOCTaTOYHOCTh CEKPelUH WHCYJINHA (DETAIbHOM ITO/KEIYIOTHON SKeJe30i.
Kinuanyeckne CHMMIITOMBI TPAH3UTOPHOI'O HEOHATAIBHOTO ,HI/Ia6eTa BBIABJIAIOTCA
yoKe Ha II€PBOII Helesie )XU3HHU. JleTH, KaK [IPaBUIIO, POXKIAIOTCS C MAJIBIM BECOM I10
OTHOIIICHUIO K TeCTALIMOHHOMY BO3PAcTy (HIDKe 2 MEePLUEHTUIN), Y HUX BBISBIISICT-
CsI TUIIEPIJINKEMUsI, TTIFOKO3YPHsl, BBIpOKEHHOe 00e3BOKMBAHME, HHOT/IA OOMEH-
HBIA ala03 1 O9€Hb PE€AKO KETOHYPUA U KETOHEMUA. CremneHb TUIIEPIIINKEMUN Y
HOBOPOXXJCHHBIX MOYKET OBITh Pa3HOM, YPOBEHb ITIIOKO3bI B KPOBU TOCTUrAET 73-
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100 MMOJIB/JI, KeTO3, KaK IPABUJIO, HEOOIBIIION U MOKET OTCY TCTBOBATH, KOMATO3~
HOE€ COCTOSIHHE y HOBOPOXKIEHHOTO OObIYHO He pasBuBaercs. CyIecTByeT Hec-
KOJIbKO O0OBsICHEHUIT 9TOMY siBJIeHUI0. C OHOM CTOPOHBI, Y HOBOPOKIECHHBIX Ke-
TOHOBBIE TeIa PeabCopOUPYIOTCS B IMOYEIHBIX KaHaIbIaX ¢ HarpueM. C mpyroi
CTOPOHBI — Upe3MepHasi TUIEePIIIMKEMUsL SIBJISIETCSI QaHTHKETOTCHHBIM (DaKTOPOM,
TaKKe KaK TsDKesast gerunpatanus. MucynunoTepanus tpebyeTcst BceM OOIbHBIM,
JledeHre MPONOJDKAeTCsl He MeHee 15-18 MecsiieB OT BBISBIEHUs 3a00JIEBAHIUSL.
[Toce BBeIEHUSI MHCYJIMHA COCTOSIHUE PebeHKa OBICTPO YIydIIaeTCsl, KyIILPYeTCst
00e3BOKUBAHIE, CHIDKACTCS IIIMKEMUsI, yBeJIMUNBaeTCsl Macca Tea. [lorpe6HOCTD
B MHCYJINHe 0OBIYHO MUHHUMAJIbHASA 1-2 e[/Kr/CyTKU HHCYJINHA IIPOMEKYyTOYHOTO
TDeUCTBUA B IBYX HHBbeKIUAX. CHIKeHHe T03bl BO3MOYKHO IIPU HAJIMYUU OYeBUII-
HBIX T'UIIOTJIUKEMMH, 3aTeM CJleflyeT CIIOHTaHHOe BbhI3gopoBiaeHue. Ciefyer oTMe-
THUTb, YTO 10 Hauaja MHCYJIUHOTEPAIINY YPOBEHb MHCYJIMHA B IIJJa3Me He OTJIMYa-
€TCsl OT HOPMBI, HO €ro peaklMsl Ha BBefleHUE IJTI0KO3bl OTCYTCTBYET HJIM OYeHb
HusKas. [lociie CIOHTaHHOTO BBI3IOPOBJIEHUS peaKLHsl HHCYJIUHA Ha pa3gpaku-
TeJIH OKUBJISIETCS U HOPMAJIU3YeTCsl.

Y HEKOTOPBIX AeTel BO3MOKHO HAJIMUMEe BPOKICHHBIX aHOMAJIUN Pa3BUTHUS, Ta-
KUX KaK ITyIIOYHAsI TPbDKA, MAKPOIIOCCUSL. Y BCeX OOJIBHBIX OTCYTCTBYIOT aHTUTEJIA
K B-KJIeTKe, 9TO MOATBEPIKAAET OTCYTCTBHE dy TOMMMYHHOTO IIPOIIECCa, XapaKTep-
HOTO JIJIs1 KJIACCHYeCKOro feTckoro nuabera 1 tumna. TpaHsuTopHslit fuabeT He acco-
nuupoBaH U ¢ aHTureHamu HLA-cucremsl. Ilocienyromuil poct, pasBuTue 4 Iy-
6eprar y gereit HopManbHble. OJHAKO B OTHAJICHHBIE CPOKH BO3MOXKHO PasBUTHE
nurabera 2 THUIIA.

[penmomnaraioT, 4T0 9TH ABe (HPOPMBI 3a00I€BAHUS UMEIOT PA3IHIHYIO TeHe-
TUYeCKyI0 OCHOBY. Tak, TpaH3UTOPHBIN NMabeT aCCONMUPOBAH C H30JUCOMHUEH
6-11 XpOMOCOMBI U 9KCIIpeccruell Ha Hell I'eHa, BIHUAIOIIEro Ha pa3BUTHE U CO3pe-
BaHMe [-KIETKH.

B 1995 ropy Temple ¢ coaBTOpamu omucau ABYX OOJIBHBIX C TPAHSUTOPHBIM 1~
abetoM 1 m3omMCOMUeit 6 XpoMocombl. Kpome TOro, y Ipyrux 60apHbIX ObL1a 06HA-
py’KeHa TyIIMKaIus JJIMHHOIO Iuleda 6-# xpomocoMbl. B 2000 romy 211 ke aBTOPBI
0600IITIIIN Pe3yIbTAThl TEHETHIECKOTO, UMMYHOJIOTUIECKOTO U KIMHUIECKOTO 00C-
nenoBanust 30 MAI[MEHTOB C TPAH3UTOPHBIM HeOHATaIbHBIM Auaberom (9). Kpome
U30IUCOMMUU 6-11 XPOMOCOMBI, Ty ITUKAIIINY YACTH XPOMOCOMBI 6, ¥ OTHOTO GOJIBHO-
O BBISBJICHA METUIMPOBAHHAS MYTAIl¥sI, a ¥ 7 MALUEHTOB (BCe CJIyYau CIIOpaguIec-
KHe) He OTMEJaJIOCh KaKUX-JIN00 aHOMaIni 6-1 xpomocombl. OeHoTUIIMIeCKHe Pas-
au4ust y O0JIbHBIX OTCYTCTBOBAJIH, YTO IIOATBEPIKAAIO CXOKUN MeXaHU3M 3a00JIeBa-
HUsI Y 00C/IeoBaHHbIX. [{MarHo3 TpaH3UTOPHOTO CaXapHOTro nuabera ObLT yCTAHOB-
JIeH B TIEPHUOJI, OT HECKOJIbKUX YacOB JKU3HHU /10 31 nHsA. JledeHUe HHCYJIMHOM IIPOIOJI-
KaJIOCh, B CpefHeM, 16 Hemenpb ¢ KoebanusiMu oT 4 1o 60 Henens. MHTepecHO, 4TO
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BBI3OPOBJIeHNE OONBHBIX COBIANANIO C HOPMAIH3AIHeNl POCTOBBIX IMapaMeTpPOB.
PenmnuB 3a60eBaHUsT IPUXOOIICS, B CPeHEM, Ha Bo3pact 14 jet (4-25 ner). [Tot-
PeOHOCTD B MHCY/IMHE ObLIa 3HATUTEIHHO MEHbIIIE, YeM IIPU caXapHoM auabdere 1 Tu-
1a ¥ He y BceX OObHBIX.

[TpuBoguM cO6CTBEHHOE HAOIIIOICHNE.

M., 12 nem, nocmynuna 8 demcxoe omodenenue DHI] PAMH 0nas 06cnedoBa-
Hus. Podumenu pebenka 300poBvi. BonvHvix caxapuvim duabemom cpedu
podcmbennuxob nem. Pebenox om mnepBoii Gepemennocmu npomexabuieii
¢ omeunvim cundpomom 6o Bmopoii nonoBune. Podvt Ha 41 nedene. Macca mena
2100 2. dnuna mena 49 cm. B Bo3pacme 19 oueii nocmynuna 6 cmayuonap c xa-
n06amu Ha noBviuenue memnepamypot, omxas om edvt. IIpu o6cnedobanuu Goi-
A6unu zunepzaukemutro Hamowyax 16,9-24,9 mmonwv/ n. ztoxo3zyputro do 1,5% 6 ym-
penneii moue. Peaxyus na ayemon 6 moue 6vina ompuyamenvroil. Juaznocmu-
poban uncynunnompeOuviii caxapuotii ouabem, HasHauen c6uHOll UHCYAUH
0,4 ed 2 pasza 6 cymku ympom u Beuepom. B o3pacme 1,5 mecsiye6 om neuenus
UHCYTTUHOM MAMb 0mKaA3anace. Y pebenra ommeuanaco XopouLast Macco-poctmo-
Bas npubabra, ydobnembopumenvHoe ncuxomomoproe paszbumue, zaukemus
Hamowax do 6,7 mmon/n, aznoxo3ypus. B 6o3pacme z00a donuna mena pebenxa
coomBemcm@boBana 74 cm., macca mena 9700 2. B dowkonvrom Bo3pacme uacmo
6osena ocmpoimu pecnupamoprovimu 3a6onebanusmu, 6 7 nem neperecna ckap-
aamuny. Hmena mpu uepenno-mo3zo6vie mpabmuoi c compsicenuem mosza. B 603-
pacme 11,5 nem 6no6v 3apezucmpupobana zunepziukemus Hamowax 00
8,7 mmonv/ n. zntoxo3ypust do 6-13 2z 8 cymku. O6cnedoBana 8 cmayuonape no
mecmy skumenvcmba. Bvinucana ¢ duaznosom HapyuweHnue monepaHmHocmu
K yzneB6odam. Yepes 10 mecsiye6 ommeueno yxyoduenue 6 cocmosruu — nosibunaco
Kaxda, nonuypus, zunepzauxemus do 10,7 mmonv/n. Hasnauen uncynun 6 un-
mencudpuyupobannom pesxume. Cymounas dosa uncynuna 17 ed.

IIpu 06cnedoBaruu 8 nawem omadenenuu sxano6 He npedvsbnsna. Macca mena
38,9«x2 (10 nepy.). Pocm 156 cm (50 nepuy.). Ilo 6uympennum opzarnam 6e3 namosuo-
2uu. I'nuxemust 6 meuernue cymox 4,6-9,5umonv/n. Ypobenv zauxupobannozo ze-
mozno6una HbAlc 9,8%. Ha znaznom dne usmerenuii He Bvisibneno. Cymounas do-
3a uncynuna 5 ed 6 08yx unvexyusx. Taxum o6pasom, y peGenka ouaznocmupoba-
HA MPaH3UMopHas opma HeoHamanrvHozo duabema c dAUMeTLHLIM NePUOIOM
pemuccuu. ITodo6Hnoe nabnrodenue onucano E. Khallouf c coabmopamu 6 1999 2.

I11., 3 mecsiya, podusncs om mpemveii Oepemennocmu, npomexabuieti na gone
OMAZOULEHHO20 AKYUIEPCK020 AHAMHe3a, Y2Ppo3bl hpepvibanus 6o mopoii nonobu-
He (xnamuduas, pemo-nrayenmapnas Hedocmamounocmv). Poovt nepBuote, cpou-
Hole. Bec mena npu posxdenuu 1850 2, dnuna mena 46 cm. CocmosiHue npu poxde-
HUu cpedueii msxecmu, 6 meuenue nepbvix cymokx yxydwunocv 6 cés3u
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¢ npucoedurenuem zemoppazuueckozo cundpoma. Co 6mopuvix cymox co3nHanue co-
noposxoe, akmubnovie 06uscenus edunuunvie, ckobaunvie. Kpuxa nem. Boizviba-
1omces pegpaiexcot opanvrozo abmomamusma, ocmanvHoix Hem. Kosxtoie noxpobot
u causucmote cyxue, 6ockobudnoii 6nednocmu. Ilposbnsemcs uybcmbo xasxodvt,
MHO20 U KadHo nvem. Boipaxennvie niomuvie omexu n00KOXKHOU KAemMUamxu.
Co cmoponvl nezkux u cepoya 6e3 oco6ennocmeti. JKubom 6onvuioii, 630ym. Ile-
uenv 2,5 cm. Cmyn noumu nocie kaxo0zo KopmiaeHus HenepebapenHuviii ¢ 3es1eHb10
u cnau3vto. B xode o6cnedoBanus Bvis6nena cmoiikas zunepzaukemus 00
32,3 mmonwv/n. IlonoskumenvHuas peakyus Ha ayemon 6 moue, He cmoiixas. buoxu-
muakpobu: o6wuii 6enox 48 z/n, mouebuna 21,9 mmonv/n, KpeamuHuu
166 mxmonv/n, ocmonsprocmo 459 mosm/l, K+ 4,5 mmonv/n, Na+ 136 mmonv/n.
Y3H 6prownoii nonocmu u nouex: 0epopmayust xenunozo ny3vips, ybenuuenue
207106xu u ynnomuenue napeHxumvl nodxemrydounoii xenesvt. IIpobeden 6uoxu-
MuHeckuil CKPUHUHZ MUMOXOHOPUATbHbIX (0se3Hell — MUMoXoHOPpUuAnvHoil He-
docmamourocmu He Bvinbreno. 3axatouenue OKyIUCA — AHZUONATMUS CemMUam-
xu. 3akxmouenue neBponamonoza — npe- u nepunamanvHas Iuyedanonamusi,
o0ycnobnennas 2nybokum nopaxenuem IIHC na pannux cpoxax 6epemennocmu.
Cundpom 06uzamenvuvix paccmpoticm8. Koncynomayus zacmposnmeponoza —
cundpom manvabcopoyuu. He uckmouaemcs nakmasHas HedocmamouHoCmb.
Hucbéaxmepuos xumeunuxa.

Ha ocnoBanuu npoBedentiozo o6cnedoBanus ouaznocmupoban Heonamanv-
Holll caxapHotii duabem. Hauamo neuenue uncynunom. Axmpanud 6uympu-
Benno 0,2 ed/xz/uac, 3amem 0,2-0,3 ed n/k 6e3 cmpozozo pexxuma no ypobuio
enuxemuu. Ha 6mopom mecsaye sxusnu Haxoduncs Ha Monomapae 0,2 ed 2 pasa
6 cymxu ¢ nodxonkamu Axmpanuda no 0,05 ed npu nobvimenuu zauxemuu 6oi-
we 13,0-15,0 mmonv/n. B Bo3pacme mpex mecsaye6 uncynunomepanus Ovina
npexpawena 6 c6ssu ¢ wacmvimu snuszodamu zunozauxemuu. Hecmomps na
HOPMOZAUKEMUIO, A2TIHOKO3YPUI0, omcymcmbue ayemona 6 moue cocmosHue oc-
mabanoco msxenvim. Pebenox 6vin 6ecnoxoen. Ommeuanoco ybenuuenue 6cex
2pynn aum¢pamuueckux y3nob. JKubom 6vin 630ym, yBenuuen 6 o6wveme. Ile-
uenv 1,5 cm cenezenka 1,0 cm, cimyn 0o 5-6 pas 6 cymxu nenepebapennvtii c 3e-
senvio u cnusvio. Ipobodumasn komnaekcnas mepanus 6vina e a¢ppexmubna,
pebenox ymep 6 Bospacme 6 mecsuyeb. Ilamonozoanamomuueckozo ucciedoba-
Hust He npoBodunocw. [Jannoe Habntodenue c6udemenvcmbyem makxe o mpau-
3UMopHOM HeoHAMANLHOM Juabeme y pebeHKA ¢ MAKeAbIMU conymcmbyouu-
MU HAPYWeHUAMU.

Hepmanenmmuuviii HeonamanvHwvii Ouabem 1O 6 MeCSIEB BCTPEIACTCS PEIKO
U MeHee PacIpOCTPaHeH, YeM TPAH3UTOPHBIN HEOHATAJbHBIN nuaber. Pasmu-
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YUTH OTH [BAa THIIA B EPHOL Ae6I0Ta TPYAHO, U TOJBKO MOCIEAYIOIIAs IUHAMIU-
Ka KJIMHMYECKHX CUMITOMOB IIO3BOJISIET OIpeleIuThcs B nuarHose. OnHou us3
IIpUYNH IIEPMAHEHTHOTO nHaGeTa ABJIACTCA THITOIIJIA3UA HOH)KCIIYHO‘{HOI;I JKeie-
3bl. Y HEKOTOPBIX MJIAJCHIIEB [EPMAHEHTHBIN AUa0eT COUeTAETCs ¢ 9K30KPUH-
HOU HEIOCTATOYHOCTBIO. Bposk/IleHHOE OTCYyTCTBHE OCTPOBKOB C HOPMaJbHOM 9K-
30KPUHHOM ITAHKPeaTHIecKoil TKaubio onucano Dodge u Laurence (1977). Ilo-
DOOGHO [eTsM C TPAHSUTOPHBIM TUA0ETOM HOBOPOKAEHHBIE C IIePMAHEHTHBIM
nuabeToM MOTYT UMETh HeGOJIBIIION TeCTAIIMOHHBIN BO3pacT. TeMmbl pocTta yc-
KOPSIOTCS IT0CJIe Hadajla HHCYJIMHOTEPAIuy, YTO MOATBEP/KIAeT POIb NHCYJIMHA
B peryaiannu Ct)ETaJIbHOI‘O pocra. B otnuume ot HOBOPOJXIEHHBIX C TPAH3UTOP-
HBIM THa0eTOM, CeKpelrsi HHCYINHA ITOKeTyLOIHOM JKeJIe301 HUKOT/[a He BOC-
CTAaHABJINBACTCA, U 6OJII)HI)IC OCTAaXOTCSA MHCYJIMH3aBUCUMbBIMU 1O KOHIIA JKU3HU.
B nuteparype umeercst coobuieHne 0 BBICOKOM 3a00I€BaeMOCTH IEPMAHEHTHBIM
HeoHaTaIbHBIM nuaberoM B Cynranate OMaH. 3a00J1eBaeMOCTh B CPEeIHEM COC-
tapisieT 2,0 Ha 100 000 HOBOPOXX/IEHHBIX. Y BCeX MAIlUEHTOB OTMEYAETCsI BHYT-
puyTpobHast 3aiep>kka pocta, B 80% ciaydaeB — quabeTUIeCKUil KeToaumo3. Xa-
PaKTe€pHa TUNIEPTPUTIINULIEPUTEMUS, OTCYTCTBUE CEKpeINN C‘HCHTI/I,Ha 1 NUPKY-
JUPYIOLUUX aHTHTEN K B-KJIeTKaM IOKeIyTOIHO JKele3bl KaK IPU POKACHHUH,
TaK U IIpu Hocenyoinem HabmoneHuu. B 80% cirydaeB oTMedeHa acCOIUAIIUS C
auturenamu HLA DR3 u DR4. Y Bcex manmeHTOB B POMOCIOBHOM ObLIN
POOCTBEHHDBIE 6paKI/I, n 'y pOOCTBEHHUKOB B CEMbAX UMEJIU MECTO ayTOUMMYH-
HbIe 3a00JIeBaHUSL.

A. Maret ¢ coaBTOpaMu ONHCANIU CJIy4all IePMaHEHTHOI'O HEOHATAJIBHOIO
nuabera U 9K30KPUHHON HETOCTATOTHOCTHU ITOMIKEIYIOUHOM JKeJle3bl, 00yc-
JIOBJIEHHBIN, IIPEAII0I0KHUTEIbHO, HOBOU MyTanuel rena IPF-1. Dagoxpun-
Hasl U 9K30KPUHHas MaHKpeaTHudecKas HeJOCTATOYHOCTb Y HOBOPOXIEHHOTO
6bIJ'Ia IIOATBEPKAE€HA CKAHUPOBAHUEM, BBIABUBUIUM THUIIOIIIA3WUIO IIOJJKEITY -
JOIHOM JKeIe3bl.

HEKOTOPbIE TEHETUYECKUWE CUHOPOMBbI,
ACCOLUMNPOBAHHbLIE C BbIPAXKEHHOU
MHCYJIMHPE3SUCTEHTHOCTbIO

TeHeTHYeCKHe CHHIPOMBI, ACCOLMNPOBAaHHbIE C HHCYINHPE3UCTEHTHOCTHIO, Pas-
JIMIAIOTCS TI0 CBOMM KJIMHHYECKUM, JIAOOPATOPHBIM U [TATOT€HETHIECKIM XapaKTe-
pucrukam (tabi. 10).
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Tabnuya 10. Xapaxmepucmura cuHOpomob msixenoil UHCyAUHPe3UCHEeHNHOC,
Bcmpeuarowsuxcs 8 demckom Bospacme
XapakTepucTuka Tum A Jlempexy- Cunppom I'enepami-
AHHU3M Pa6cona- 30B. JIUIO-
Menpgenxona arpodus
Ky, mposiiieHys
Bospacr navana (romgsr) 10-20 0-1 IeTckuit 10-20
Oxupenne +/- = = =
T'mpeyrusm (CITTY)  + + + +
lemaTomeranus = + ? +4++
JlaGopaTopHbIe
TaHHBIE
T'mnepanpporenemMust  + + + +
AHTHUTENIA K pelenTo-
paM MHCYJINHA = = = =
Tunepnunupemus = T ? Siatet
lunornukeMust
HATOIIIAK = + = =
HNucynuapesnucrenT-
HOCTB B KYJIBType
KJIETOK +++ +++ +++ +
ITaTorenes Mytanua Myranus Myranus Heussecten
WHCYJIH-  HHCYJIHHO- HHCYJIMHOBOTO (medpexT
HOBOTO BOTO pemeniropa TIOCTUHCYIIH-
perenTopa perenTopa (+ rumepruta-  HOBOTO
(+ accoru- 3WsI UIIIKOBH- CBSI3BIBAHUA )
APOBaHHBbIE  HOII JKeJe3bl )

nedekTsr ?)

* CIIA — cundpom noauKucmo3a SU4HUKoB
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NHCcynnHpe3ncTeHTHoCTh Tnna A

Berpeuaercst TOIBKO Y JINILL )KEHCKOTO HoJa. B momy6epTaTHOM BO3pacTe enuH-
CTBEHHBIM KJIMHHYECKUM CHMIITOMOM SIBJISeTCS HaJu4dHe acantosis nigricans, xo-
TS UHCYJIMHPE3UCTeHTHOCTh HOCHT BPOKIEHHBIN XapakTep. B mepuon 1monoBoro
CO3peBaHUsA IOSBISIOTCS YMEPEHHO BBIPA)KeHHBbIE IIPU3HAKH TUIIEPAHIPOreHUN
(rupcyTusM, axkHe), aHOBYJSITOPHBIM MEHCTPYAJIbHBIN I[UKJI, OJIUTOMEHOpEs
BJIOTD 10 aMeHOpeu. VI3MeHeHHs B COIep>KaHUU IIOJIOBBIX U TOHAIOTPOIIHBIX TOP-
MOHOB OJIM3KM K TAKOBBIM IIPU CHHAPOME IIOJUKUCTO3HBIX SHIHUKOB, SIBJISIO-
muxcst GakTOPOM PUCKA Pa3BUTHSI CaxapHOro guabera 2 Thma.

B kpoBH y GOJIBHBIX OMpENENISeTCsl TUICPUHCYINHEMES PA3IHIHON CTEIeHH
BbIpakeHHOCTH. Hapyuienue yriaeBogHOro o6MeHa y GOJIBIIMHCTBA IIOAPOCTKOB
OTCYTCTBYeT, B HEKOTOPBIX CJIy4asgX BO3MOXKHO HapyIleHHe TOJIEPAaHTHOCTH
K rmioko3e. IIpenmnosaraercs Kak ayToCOMHO-JOMHHAHTHOE, TaK U Ay TOCOMHO-pe-
IIeCCHBHOE HacJIeloBaHUe C PAa3INYHON CTEIEeHbIO IeHeTPAaHTHOCTH.

[IpuanHOM pa3BUTUA CHHIPOMAa HHCYJIMHPE3UCTEHTHOCTU THIA A SBIIAIOTCA
0OHapy’)KeHHbIe MyTallUX B TeHe PelelITOpa HHCYJINHA, IPUBOJSIINE K HAPYIICHUIO
(yHKIIMOHATPHON aKTUBHOCTH pelenTopa. lIMeroTcs TakKe COOOIIeHU
0 HanuIuu 1e(eKTOB IOCTPEICITOPHOTO MEXaHH3Ma, YIaCTBYIOIIETO B Iepefaie
6MOJIOTMIECKOTO CUTHAJIA NEHCTBUSI MHCY/INHA.

[IpencrapiiseT HHTepeC KIMHUYECKUN BapUAHT MHCYJIMHPE3UCTEHTHOCTU THUIIA
A, codeTalomIeics C IBJIeHUAMU aKPOMETaIHH: YCKOPEHHEe POCTa B COYETaHUU C aK-
POMeTJIONIHBIMY YePTaMU NI, MAKPOIJIOCCHEH, yBeIM4eHIeM YIITHBIX PAKOBUH,
akpaibHOI runepTpodueit. [Ipenmonaraercs, 9T0 IPUIUHOM TAKOM CUMIITOMATUKA
SBJIETCS TaK HadbIBaeMasl CeJIeKTUBHAS MHCYJIMHOBAs Pe3UCTEHTHOCTb. [Ipu aTom
9acTh TKAaHEeH B OPraHU3Me HMEIOT HOpMaJIbHble HHCYJINHOBBIE PEIelITOPbL, a TUIle-
PHUHCYJINHU3M, BBISBAHHBIH PEICIITOPHBIME HAPYILICHUSIMU B IPYTUX TKAHSX, IPU-
BOIUT K aHA0OIIIeCKOMY 9(PdeKTy BIUIOTh IO PA3BUTHS aKPOMETaJIOUIHOTO (heHO-
THUIA B TKAHSIX C HOPMAJIBHO (DYHKIIMOHUPYIIUMU PeleITOPAMI.

JlenpexyaHunam

Penkuit BpOsKAEHHBII CHHIPOM, ¢ XapaKTePHBIM (PeHOTUIIOM — 3JIb(HOIOI00HOe
auno (IIapoBUAHBIE I71a3a, OOJIBIIME YIIIH, MUKPOTHATH), BHYTPUYTPOOHAsT MIn
[IOCTHATAJIbHASI 3a/IeP’KKA POCTA, OTCYTCTBHE IOIKOKHO-KUPOBON KJICTIATKU, THPCY -
THU3M, TUIIEPIUIA3HSI IOJIOBOTO WIEHA Y MAJIbIUKOB, KIUTOPA — Y IE€BOYEK, KICTO3HOE
yBeJIMUCHUE SIMYHUKOB Y JIeBOYEK. BO3MOXKHBI HAPYIIEHUs Pa3BUTHSI BHYTPEHHUX
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Tabnuya 11. Pasnuunvie popmol cunopoma aunoducmpocpuii

T'enepanu3zoBaHHast CHHIPOM YaCTHIHOM
aunogucrpodus nunogucrpodun
(mumoarpoduueckuit Tuader)

Bpoxnennast rene- Ilpeobperennass ~ Cumnpom Bpox-  Jlumomucrpodust
panusoBaHHaAA TOTaJIbHasI JE€HHOW JaCTUIHOM BEPXHEN II0JIOBH-
aunopuctpodus — IUNOAUCTPOdUS — JIUIOAUCTPOMUN  HBI TYJIOBHINA
(c-m Bepapnunen- (c-m JloypeHnca) (c-Mm Kobbepnuu-  (uepemHO-TpymHAsS
sm-Ileiima) ra-Jlagauranga) aunonucTpodus)

OPraHOB — JIETKUX, I10Y€K, BbINIaJIcHUEe NPsSMOU KUIIKU. Brepsrle onucad B 1954 T.
y oByX cecrep. HaciiemoBanue — ayToCOMHO-PeIIeCCUBHOE.

XapaKTepHBbl 3MM300bl TUIOTJIMKEMHUHU HATOILIAK U BbIpaKeHHas IOCTaIU-
MeHTapHasl TUIeprauKeMus. B KpoBU THUIEPUHCYJIMHEMHUS, MOCTUTAIOIIAS
odeHb BhICOKUX mudp (600-1000 mremn/n). [Iist KOMIEHCATNHU CaxapHOTO muade-
Ta TpeOyIOTCSI OTPOMHBIE JO3bI 9K30TEHHOTO UHCY/INHA. [[pUYNHOM THIIePUHCY -
JUHU3MA SBISIOTCA Pa3jWuHble MYTallUU I'eHa pelelTopa K MHCYJIHUHY, KOTO-
pble IPUBOAAT K YMEHBIIIEHUIO UX KOJUYECTBa, YMEHBIIEHUIO B3aUMOIEeHCTBUS
UHCYJIMHA C PELeNTOPOM, CKOPOCTU TPAHCIIOPTA pellenTopa K MeMOpaHe, AuC-
COLMANIMK MHCYJIMHA OT PelelITopa U T.I. 3aiep’KKa pocTa GOJIbHBIX CBsI3aHA C
yMeHbIIIeHHEeM OMOJIOTMYeCKOro NEMCTBUS MHCYJINHA Ha CHHTe3 OelKa, B TOM
qucie u Ha cuHTe3 [JHK.

CuHpgpom PabcoHa-MeHpgenxona

Penxuii, Majon3ydeHHBI T€HETUYECKMI CHUHAPOM, BIIEpBble OIMCAHHBIN
B 1950-56 rr. PasBuBaercs B meTckoM Bozpacte. IIpu aToM mMmeeTcs caxapHBIN
nuabet, TPeOYIOIIHII IJIsI CBOCI KOMIICHCAI[UU OOJIBIIINX 03 HHCYJINHA, YCKOPEH-
HBII POCT, IPU3HAKYU JIOKHOTO IIPEKIeBPEeMEHHOTO II0JI0BOI0 CO3PEBaHMUs, acan-
thosis nigricans, rycTble MeIJICHHO PacTyIue BOJIOCH HA TOJIOBE U yTOJIIIEHHbIE
HOTI'TH. Hepem(o BBIABJIAETCS TUIIEPILIA3US MIUINKOBUHOU >KEJe3bl, IIpu9nHa
KOTOPOII He YCTAHOBJICHA, C BO3MOYKHBIM IIOBBIIICHUEM €€ MeJIaTOHHHOOPa3yIo-
et pynknuu. Tedenune nuabera JabUIbHOE, IUIOXO MOAAAOIIEECS] KOMIICHCA-
LIUU, XapaKTepHbI MHKPOCOCYJUCTBIE OCIOKeHeHUs. [IpuumHON HHCYJIMHOBON
PE3UCTEHTHOCTH SIBJISIETCSI MYTAlMs TeHa PeIelTopa K MHCYIHHY (3aMeleHue
Asn d 15 B 15 nmonoskenuu Ha Lis), 9TO IPUBOIUT K CHIDKEHUIO apPUHHOCTH U
KOMIIJICKCHPOBAHHS HHCYJINHA C PELeITOPOM.
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JlunoaTtpodunyecknn gnabet

JI1st 60IBIIOrO CHEeKTpa CHHAPOMA JIUIOAUCTPODUI XapaKTepHA Pe3UCTEHT-
HOCTb K HHCYJIUHY. Pasnu4aioT Heckonbko ¢opm 3aboeBanust (Tabm.11).

Jtst neTckoit nuabeTosoruu HanOoJIbIlee 3HAYCHIE UMeeT BPOJKICHHAs TeHepa-
JIM30BAHHAsS TUITONUCTPOMUS, NMEIOIIIAsl BeCbMa XapaKTePHYIO KINHITIECKYIO KapTH-
Hy. C poXKIeHUsI y peOeHKa OIIpefessieTCsl IOHOe OTCYTCTBUE XUPOBOI TKAHH — HE
TOJIBKO B ITOIKOXKHOT KJIETIaTKe, HO U BUCIepaibHOi. OIpeesisieTcs reraToMerasus,
IIPU ITyHKI[HOHHON OUOIICUY HedeHN 0OHAPY>KUBACTCSI U30BITOUHOE OTIOKEHHUE [N~
KOTeHA U JKMpPa, OYard HeKpo3a B TelaTOLUTAX C pagpacraHueM (pHOPO3HOM TKAHM.
B KpoBU BBISBIISIETCSI TUIEPIUNUIEMUSI (IIOBBIIIICHNE YPOBHS TPUNIULICPULOB, XIIIO-
MHUKPOHOB U JINIIOIPOTEU/IOB OYEHb HU3KOU INIOTHOCTH). BO3MOXKHO pasBUTHE OCT-
poro maHKpeaTUTa BCIEACTBUE rutiepaununemun. [locie yckopeHHOro pocra B mep-
BbIE TObI SKU3HH, B JAJbHENIIIEM HEPEIKO MPOUCXOMUT 3afiepiKKa (PU3UIECKOro,
a MHOIZIA ¥ UHTeJUIEKTYaJIbHOTO pa3BuTust. HacienoBanue ayTOCOMHO-PEIIeCCUBHOE.

Caxapublil 1uabeT, KaKk IPaBUJIO, Pa3BUBACTCS BO BTOPOM NECSTHJICTUH SKU3HH,
XapaKTePU3YeTCs THKEIbIM TeIeHHEM C KETO30M U IIOBBIIICHUEM COIEPIKaHUsI
HBJKK, n1oxo cHUKAOIIUXCsl HECMOTPsI Ha BBeJleHHe 9K30IeHHOro nHcyauHa. He-
penxo 3a00JIeBaHIe OCIIOKHSIETCSI PAa3BUTHEM IUPPO3a IIeIeHH, HOPTAIbHOM TUIIepP-
Tensuert. ONucaHbl CIydan Pa3BUTHsI Y TAKUX OOJIBHBIX AKPOMETINH, THTAHTU3MA.
Bo3MOKHO paHHee pa3BUTHE BTOPUYHBIX [T0JIOBBIX OPTAHOB U TUIEPILIA3HH KJIUTO-
pa y meBoueK, acantosis nigricans.

BoIpaskeHHAsT pe3UCTEHTHOCTb K MHCYJIMHY IIPU NaHHOM CHHIPOME CBsI3aHa
C Pa3IMYHBIMY MYTAI[UsIMH TeHa pelenTopa HHCyanHa. [Ipenmomnaraercs Takke
Hann4due feeKTOB B MOCTPELeITOPHOM MeXaHU3Me NeiCTBUSI nHCynuHa. [Ipu-
YHHA Pa3BUTHUS BPOXKACHHON reHEePAIN30BAHHON JIMIIOACTPO(UU 10 HACTOSIIIIE-
ro BpeMeHU HeuaBecTHa. [IperonaraeTcs, 4TO sl Pa3BUTUSI IIOTHOM KapTUHBL
3abosieBaHUs TpeOyeTCsl B3aUMOMIEMCTBHE eHa PelelTOpa K UHCYJIMHY C IPYTU-
MU TeHaMH, PEryJIUPYIOMIIMHI KOJTHIECTBO afuonuTos. CylecTByeT ABe TUIIO-
Te3bl, OOBSICHSIONINX IOBBIIICHHBI YPOBEHb IUNNUNOB B KpoBu. COIJIaCHO Ofi-
HO U3 HUX, TUIEPIUNUIEMUS SIBISETCS CJIeJCTBHEM IIOBBIIICHHOTO JIMIIOIN3A
13-3a OTCYTCTBUS (PYHKIMOHUPYOMIUX apunonutoB. C APyro#t CTOPOHBI, T'HU-
HepIUMUNEMUS MOXKET ObITh CIEACTBHEM BHYTPUCOCYIUCTOrO THAPOIH3A TPUT-
JUIEPUOB.

B sawiodenme ciefyeT MOAYEPKHYTh, ITO MAJISI MOHOTEHHBIX 3a00JIeBaHUIL,
K KOTOPBIM OTHOCSITCS ¥ TeHeTUIeCKHe CHHAPOMBL, acconnnposannsie ¢ ClI, ycra-
HOBJICHHE eIMHUIHOTO MYTAaHTHOTO reHa (T€HOB), OTBETCTBEHHOIO 3a Pa3BUTHE
60JIe3HN, SIBJIIETCS MEHee CJIOXKHOU 3ajiadell, 4eM BBIIEJICHIE BCErO CIEKTpa re-
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HOB, YYACTBYIOIIUX B PA3BUTHUU IIOJUTEHHO HACIEeIyeMbIX 3a00IeBaHMUIT, K KOTO-
pbiMm otHOCUTCA Cll 1 1, 1 2 Tuma. M3ydeHue reHeTUYeCKUX CUHAPOMOB, aCCOLI-
npoBaHHbIX ¢ CJI, packpbITHe MX T€HETUIECKON M MAaTOTEHETHIEeCKOM CYIHOCTH
MOYKET MMTOMOYb B IMMOHUMaHUM dTHUONaToreHe3a uauomnatndeckoro CJl u ero cre-
nupUIECKUX OCIOKHEHUI.

CAXAPHbIN OUABET TUMNA MODY

"Nuaber B3pocIoro TUMA y MOIombIX aull ("maturity-onset diabetes mellitus
of the young"; MODY) — monorenHast ¢popma caxapHoro guabera ¢ ayTOCOMHO-
IDOMHHAHTHBIM HacJeJOBAHHEM U BBICOKOI IIeHeTPAHTHOCTBIO. B mureparype
yHnoTpebsoTces u Takue anbreprHatuBabie MODY Ha3BaHUS, KaK CeMEIHBIN THa-
6eT ¢ MOMUHAHTHBIM THUIIOM HAaCJIeMOBaHUS WM "'MacoHCKHI' muaber. MODY
BKJIIOYaeT B Ce0s HECKOJIBKO KIMHUYIECKH M I€HETUIeCKH TeTePOTeHHBIX ITOATHU-
moB. B martorenese merabonmdueckux Hapyineruit npu MODY Bemymyio poib
OOBIYHO OTBOJST IEPBUIHBIM HAPYIICHUSIM CEKPEIMH UHCYJINHA. AMEPUKAHCKas
nuaberonormdeckast acconmanusi otHocut MODY k dopmam CJI, obycrnoBien-
HBIM TreHeTndeckuMu fiepekramu PB-riretok. OJHAKO ClleyeT yIUThIBATh, YTO He-
koTopsle moaTumbl MODY cBsisans! ¢ fuchyHKIUe TOYeK U/UIH [Ie9eHH, a TaK-
5Ke ¢ MHCYJIMHPEe3UCTEHTHOCTBIO.

CunTaercs, 4TO IlepBOe YIIOMUHAHUE B JINTEPAType ONHOTO U3 IOATUIIOB 9TO-
ro nuabera (mo-supumomy MODY2) mpunammexxur P. J. Cammidge, koTopsrit
emre B 1928 romy ykasas Ha TO, 9TO "TOMUHAHTHBIN THII UMeeT IPAKTUIeCKU BCeT-
Ia MArKoe Te4eHHe, aXke Y 6OIbHBIX MOJIOIOTO BO3PACTa, U MOXKET IIEPCUCTUPO-
BaTh B T€YEHUE MHOTHX JIeT 0e3 BBIPa’KCHHBIX MPOSIBJICHUI WIM 3HAYUTEIbHOTO
BIUSIHUSI Ha 00111ee COCTOSIHIE 3T0PpOBhs . [IepBhle MpOCIIeKTUBbBIE UCCAETOBAHMUS,
npoBoguMele ¢ 1960 roga, mokasanu, 9To minKemMust y gactu 6obpabIx MODY B Te-
genue 30 u 6ostee JIeT MOXKET YCIENIHO KOHTPOJIUPOBATHCS IIpernapaTaMu Cyabdo-
HuIMo4YeBUHEL B 1964 rony S. S. Fajans u J. W. Conn BriepBbIe HCIIOJIb30BAIH TEP-
MUH "mraber 3pesoro TUMA y MOJIOMABIX JIUII , KOTOPBIH B OCTEAYOIIEM Oy IUIT
B IUTepaType IIHPOKoe pacrpoctpanenue. B 1974 rony R. B. Tattersall mpusomut
Habmogenue tpex cemeit ¢ MODY u Bumepsere mocie P. J. Cammidge ykaseiBaer
Ha ayTOCOMHO-IOMHMHAHTHBIM THUI HaclemoBaHUsA. IlepBoe cumcTeMaTU3HpPOBaH-
HOe coobirerne o MODY B Poccum omy6mukoBano M. M. [lemoBbIM u cO-
asTopamu B 2000 rony.
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Berssrerne MODY 6e3 MOJIeKy/ISIPHO-TEHETUIECKOTO HCCIICOBAHUS He BCer/a
SIBJISIETCSL IIPOCTOTI 3amaderi. K coxxanmenuto, myrem c60pa ceMeiHOTO aHaAMHe3a JOCTa-
TOYHO CJIOJKHO YCTaHOBUTH (baKT AYTOCOMHO-JOMUHAHTHOTO HACJI€MOBaHU:A. ):[a>l<e
B ceMbsIX, rie ClI HabmomaeTcs B TpeX MOKOJIeHUSIX, 3a00ieBanne He 00s13aTeIbHO 110
CBOEIT TIPUPOJIE SIBIISIETCSI MOHOTEHHBIM. 'T1CeBIOMOMUHAHTHOCTD BCIIEICTBUE B3au-
MOHeﬁCTBHH HECKOJIbKUX I'€HOB MOJKET UMETH MECTO U IIPU ITIOJIUT€HHOM C):[ 2 Tumna.
Opuako, xorma penkuit denorun ClI ¢ panHeit Manudecraueil HabIIOHACTCS HE
TOJIBKO B HECKOJIbKUX ITOKOJIEHHNAX, HO U B Pa3HbIX BETBAX I'€HEAJIOTMIECKOT'O IpPEBA,
BKJIIOYAsi JBOIOPOIHBIX U TPOIOPOIHBIX OPaTheB U cecTep, yCTaHOBJICHUE (DAKTa MO-
HOT€HHOCTU 3aGOHeBaHI/IH C ayTOCOMHO-JOMMWHAHTHBIM TUIIOM HaCJIEAOBAaHUA YIIPO-
mraercst. CieiyeT OTMETUTb, 9TO 6€3 MOJIEKYJISIPHO-TeHETHIeCKOTO aHaIN3a 0COOeH-
HO CJ0KHO BbiIeauTb MODY mpu OTCyTCTBUM MCYEpPIIBIBAIOIIUX CBEINEHHUI
O POACTBEHHUKAX WX B CIIOPAANIECKUX CIYyIadX — IIPU HOBBIX MYTallUsIX.

Pacnpocmpanennocmv MODY

YcraHnosiieHHe UCTUHHON pacripocTpaHeHHOCTH MODY 13-3a yKa3aHHBIX BbIIlIe
IIpUYIUH JJIATEJIbHOE BpEMS 6bIJIO 3aTPyoHEHO. )10 N3y9I€HUA IT€HETUIECKNX OCHOB 3a-
60teBaHUS COOOIIATOCH, UTO cpenu 6ompHbIX Cll pacmpocrpanennocts MODY coc-
tassier ot 0,15 go 17,4%. I1pu ucrionb30BaHUU TaKUX CTPOTUX KPUTEpUeB KaK MaHU-
decrarus CII B BospacTe 10 25 JIeT ¢ OTHOCUTEIBHO BBICOKUM YPOBHEM
C-mernrTuna, 1Mo KpaiHeit Mepe, y IBYX WIEHOB CEMbH, 4 TaKKe 'HakorUieHue" nuabera,
[I0-KpaiHel Mepe, B TpeX IIOKOJIeHUSX, C IIOPayKeHUEeM IBOIOPOIHBIX U TPOIOPOTHBIX
POICTBEeHHHUKOB, OlleHMBaeMasl pacrpocTpaHeHHOCTb MODY cocrasmsuia 0,5-1%.
B mocnemrue roasl cuurtaercs, uTo MODY cocrasiser 2-5% ot Bcex ciaydaes ClI.
T. H. Lindner (1999) cuuraer, 9T0 TONMBbKO B [epmMaHuu ¢ HaceaeHueM 6osee 82 MIIH
4eJIoBeK, okojo 60000 sy umeror MODY. Jlo HacTosI1ero BpeMeH! MajJoU3ydeH-
HBIM OCTAeTCS BOIIPOC, KACAIOIIUIICA 9YaCTOTHOTO pacIipefieSieHNs Pa3HbIX IIOITUIIOB
MODY. CornacHO aHanu3y IoKasaTeseil 67 cemell, mposeneHHOMY Bo Ppanuuum,
B 63% ciy4aeB y 60snbHbIX nMeeTcst MODY2 u B 21% ciaygaes — MODY3. B 16% ciry-
qaeB MODY 6b11 00yciIOBI€H MyTaIueil B HEM3BECTHOM JIOKYCe IJIM JIOKYCax.
B nenrpanproit Uranuu MODY?2 BeisiBrer y 25%, a MODY3 — y 15% 60ibHBIX.
T. M. Frayling u coasropst Bersssuar MODY2 y 11%, a MODY3 y 73% axriuiickux
nereit. ITomydeHHBIe pe3ybTaThl, 6e3yCIOBHO, OTPAXKAIOT 0COOEHHOCTH cHOopa ce-
MEHOTO MaTepHuaa, a TAKKe PasJINIusl B TeHeTUIeCKOM (hOHE MOIIYJISIIIHIL.

Moneicy]mpna}t zeHemuka, namozeHe3 U KAUHUUEeCKUll
nonumopgpusm MODY

Hayyenne moiexyasspabpix ocHoB MODY 3a nocnennue 8 jeT 03HaMeHOBAIOCh
PAIOM DOCTUKEHUM.
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MODY?2 (mymayuu zena znroxokunasvt). [lepBbIMU BBISIBICHHBIMY I€HETHICC-
kumu pedexramu (1992) npu Cll 0ka3aauch MyTaIH TeHa TIIOKOKHHA3BI — (ep-
MEHTA, KOTOPBIII BOBJIEYEH B MeTab0In3M III0K03bL. K HacTosIIIeMy BpeMeHH OIu-
caHo 6osee 150 paznuaHbIX MyTanuil. [JIIOKOKMHA3a OTHOCUTCS K (DepMEHTaM ce-
Mel1cTBa rekcoknHas. OHa KaTanusupyer mnporece GocopuInpoBaHus IIII0K030-
6-docara, To ecTh EpBYIO peakinio MeTaboIr3Ma TIIOKO3bI, IPUBOISIIYIO K 06-
paszoBanuio AT® yepes nporeccel NIMKOIU3a. Y YeJOBeKa I'eH INIIOKOKMHA3bl pac-
IIOJIOKEH Ha KOPOTKOM IUIede 7-1I XpOMOCOMBI U HMeeT CJIOKHYIO CTPYKTYpY,
BKJIIOYAIONIYIO 12 9K30HOB. DOJIBIIMHCTBO ONMCAHHBIX MYTAI[Uil PACIIOIOXEHO B
7-M U 8-M 9K30HaX. [TIIOKOKMHA3a KCIPECCUPYeTCst B B-KIIeTKaX, relaToUTax 1 B
OIIpeie/IeHHBIX 30HAX KOCTeU. DKCIPeccus KOQUPYIOIIEro ee reHa KOHTPOJIUPYeT-
CsI IBYMsI CIeIUMUISCKUMHU IIPOMOTOPAaMU. B omimume OT APYrux reKCOKHHA3,
[IIOKOKMHA3a MMeeT HU3KOe CPOJICTBO K ITIIOKO3€ U He MHTUOUPYETCs ee IPOIyK-
TOM — IJII0K030-6-ocarom. biaromapst 9TUM yHHKaIbHBIM CBOMCTBAM, CKOPOCTh
dbochopunrpoBanus rIOKO3bI B J-KiI€TKAaX M TeMaTOLUTaX IPOIMOPIHOHATbHA
KOHIIeHTpAIluH IMI0KO3bl. CHIDKeHUe aKTUBHOCTU MYTaHTHOU IJIIOKOKHHA3BI MO-
JKET IIPUBOJIUTH K YMEHBIIIEHHUIO IIPUTOKA [JIFOKO3BI B 3-KJIETKH U MTOBBIIIEHHIO 110~
pora KOHIEHTPALUK IJIIOKO3bI, CTUMYJIUPYIOIIeH ceKpennuio HHCyauHa. CpaBHe-
HUe CKOPOCTHU CeKpeI[Uy NHCYJINHA [IPU PAa3IUYHBIX KOHIIEHTPAIIUAX IIIOKO3BI 10~
Ka3aJio, ITO CHIDKEHHUE CeKPelWM WHCYJINHA IpU JedeKTe IIIOKOKHMHA3bl MOXKET
nocturatb 60%. OgHAKO caefyeT OTMETUTD, YTO OJHU MYTAIlUU MPUBOASAT K He3-
HAYUTEJIbHOMY, a JPYTHe — K BBIPa)KEHHOMY U3MEHEHUIO KaTaJUTUIeCKOU aKTUB-
HOCTHU U/WJINA APYTUX CBOWCTB ITIOKOKHHA3bl. CeKpeTOPHBIM OTBET MHCYJIUHA Ha
aprusuH y 601pHb1X MODY 06BI1HO cOXpaHeH. DTO MOATBEPKAALT, ITO B IIATOTe-
Heze MODY2 y4yacTBYIOT MeXaHU3MBI, CBSI3aHHbIE C HApyIIIEHHUEM YyBCTBUTENb-
HOCTH K IJIIOKO3€. Y GOJIBHBIX C MYTAI[USIMU [JIIOKOKMHA3bI HAPYIIIEHBI TAKXKe IIPO-
I[ecChl HAKOIUICHUS [NINKOTeHA B IIeYeHH U yBeJIUdeHa CKOPOCTh IIIOKOHeOreHe3a.
Bonee Toro, mpu MOAfEp)KAHUU IYITHKeMUHU (KIOMII-METOf) Y OOIBHBIX ITOM
TPYIIIBI IPOJeMOHCTPUPOBAHO HAPYIIIeHNE IIOfaBIeHHS IPOLYKIUH ITIOKO3BL I1e-
YeHBIO IIPHU (PUSUOIOTUIECKUX KOHI[EHTPAUSIX HHCYINHA. Be3ycI0BHO, 9TO TaKkKe
SIBJISIETCSI BAXKHBIM IIATOTEHETUIECKUM (PAKTOPOM, 00YCIIOBIUBAIONIUM TUIEPIIIH-
KeMMIO II0CJIe IIpreMa MUK Y O0IbHBIX 9TOM rpynmsl. Takum o6pasoM, B marore-
Hesde runepriukemMun y 60mpHbIx MODY2 BaKHYIO pOJIb, IIOMHUMO HApYIICHUI
¢dbyHKIMN B-KIE€TOK, UIPAIOT HAPYIIEHHs MeTab0IN3Ma [TIOKO3bI B [ICIEH.

Dosblioit nHTEpeC BBI3BIBAET U3y4eHUEe KMHETHIECKUX U IPYTUX CBOUCTB MYy-
TaHTHOM IMIOKOKMHA3HEL. S. P. Miller (1999) u coaBTOpBI NCCIeIOBAIN BOCEMb aCCO-
ruupoBaHHbIX ¢ MODY2 myranwmit: Ala53Ser, Val367Met, Gly80Ala, Thr168Pro,
Arg36Trp, Thr209Met, Cys213Arg, Val226Met. Bsuto mokasaHo, ITO 9TU MUCCEHC-
MYTAallU{ B Pa3HOH CTEIIEHHU BJIASIOT Ha KHHETHYeCKYIO AKTUBHOCTD ITIIOKOKHUHA3bL.
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MyTaruu Cys213Arg u Thr168Pro npuBoasT K 3HAYUTEIBHOMY CHIDKEHHMIO Vmax
U IIOJIHOH yTpaTe KOOIepaTUBHOCTH IIPU CBA3bIBAHUU INTIOKO3bl. KpoMme Toro, my-
ranust Gly80Ala mpuBonut k mrectuxparaomy, a Thr168Pro — x BocbMHUKpaTHOMY
MTOBBIIIEHHUIO ITOJTYHACKIIIAOIIEN TIIOKOKAHA3Y KOHIleHTparuu cybcrpata (ATO).
MyTaruu Thr168Pro u Cys213Arg acconurpOBaHbI € IIIECTH- U MSITUKPATHBIM yBe-
JIMYeHNUeM II0JIyHACHIIAONeil (PepMEHT KOHIEHTPAUHUM OPYroro cybcrpara —
rmoxo3el. Myrtaruu Thr209Met u Val226Met npuBOAsT K TpeX- U ISITUKPATHOMY
MTOBBIIIEHUIO ITOJTYHACBIIIIAIONINX TTTIOKOKIMHA3Y KOHIeHTpanuit cyoctpara (ATO).
DTH MyTalluu B 3HAYUTEJIbHON CTeIIeHU BIUIIOT Takke U Ha Vmax. M3 BblsBiIeH-
HBIX MyTaluil TonbKo 3aMeHa Cys213Arg conmpoBoOKanach yMeHbIIIEHUEM aKTUB-
HOCTH IJTIOKOKMHA3bl U CHIDKEHHEM ee TepMocTabmibHOCTH. DepMeHT ¢ MyTarusi-
mu Ala53Ser u Val367Met uMes mpakTUuecKu HOpMalbHble KHHETHYECKUE CBOI-
CTBa U TEPMOCTAOUIBHOCTD. [TIIOKOKMHA3a, HeCyII[asi JaHHbIe MyTAI[UH, HMeJIa 10~
BBIIIICHHYIO 1yBCTBUTEIBHOCTh K MAIbMUTOUT-KOA 1 OesIKy-peryasiTopy IIIoKo-
KMHa3bl, CHIKAIOIIUM ee aKTUBHOCTD. ITpoBenieHHOE HccnenoBanne MoKa3aso, 4YTo
ernorunn MODY2 06ycioBiieH He TONIBKO HapyIICHHEM KUHETUIECKHX CBOIICTB
IJIIOKOKMHA3BI, HO U PEryJIsIuu ee aKTUBHOCTHU.

Hecmorpst Ha To, 9To npr MODY?2 Hapymiena ¢pyHKuus -KI€TOK U remnaro-
I[UTOB, IUIIEPIINKEMUsI, ACCOLUUPOBAHHAS C lepeKTaMH IJIIOKOKUHA3bI — O0BIY-
HO yMepeHHasl. TeM He MeHee, HApYIIEHUs YIIEBOJHOTO OOMeEHA y HOCHTENEH
MYTaI[Ail MOTYT OBITH BBISIBJIICHBI y>Ke B IIePBBbIe TOMIbI )KU3HU (Hanbojee paHHUI
BO3PACT IIOCTAHOBKYU KJIMHUIECKOTO THArHO3a — 1 TOJ) U MPAKTUIECKH Y BCEX —
K 3aBepIIEHHIO I10JIOBOTO Pa3BUTHUsA. Pa3BuTHe KeTOAU03a He XapaKTepPHO IJIs
60n1pabIXx MODY2. BbIpa)KeHHOCTh TUIEPIIHKEMHH HATOLIAK MPOrPecCHpyeT
OYeHb MEJICHHO U OOBIYHO NOCTUTACT YPOBHS 6,7 MMOJB/J U BBIIIE B CPEIHEM
Bospacte. Jle6roT 310t popmbr ClI y 5)KEeHIITNH HACTYIIaeT HECKOJIbKO PaHbIIIE, YeM
Yy MY>KYHH, 1 OOBIYHO OTMeTaeTcst BO BpeMsi OepemenHocTr. Kak mpaBuio, Toib-
KO Y HOKWIBIX JIMI, TUINEPIIUKEMHS COIPOBOKIAETCS KIUHUIECKUMU CUMIITO-
mamu nuabeta. ABHb Cll pasBuBaeTcs mpubIU3uTeNbHO y 50% UL, HMEIOIITUX
nedeKThI III0KOKIHA3EL. MIHTepecHO, 94TO Macca Tejla IPU POKICHUN Y TUCKOPIa-
HTHBIX 10 MYTaIl ¥ [TIIOKOKUHA3BI CHOCOB JOCTOBEPHO PA3IUIAeTCsI, IPUIEM [IJIsT
HOBOPOXK/IEHHBIX, UMEIOIIUX JAaHHYIO MYTallUIO, HE XapaKTepPHO pa3BUTHE MaK-
pocoMun. DTO MOKET ObITH CBSI3AHO C OTHOCUTEJIBHO HU3KUMU Pe3ePBHBIMHU BO3-
MOYXHOCTSIMH B-KJIETOK y TAKHX IUIOJIOB B OTBET HA THIEPIINKEMHIO Y YKEHIIIHHBI
BO BpeMms GepemeHHOCTH. ClleyeT OTMETUTD, ITO V¥ 60nbpHBIXx MODY2, HecMoT-
Psl Ha [UIMTEJIBHYIO TUIIEPIIUKEMHIO, OOBIYHO He HAOII0JaeTCsI IIOBBIIIICHNE Jac-
TOTHI crienuduueckux ocnokHeHuy puabdera. [TpenmonaraoT, 4T0 9TO CBI3aHO
C YMEpPEHHBIM IOBBIIIIEHHEM IJINKEMUH, a TaKXke ¢ TeM, 9To MODY2 He acconu-
MPOBaH C apTEePUAIbHON TUIEPTEH3UEN.
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MODY3 (mymauyuu zena sidepnozo ¢axmopa-la zenamoyumo6), MODYI
(Mmymayuu zena sideprozo paxmopa-4 zenamoyumoB) u MODY5 (mymayuu zena
s0eprozo paxmopa-1b zenamoyumoG).

B 1996 rony 6bUT0 YCTaHOBJIEHO, YTO MYTalluu siiepHOTO (hakTopa-la remaro-
[UTOB, 9KCIPECCUPYIOILIEroCcs B IedYeHH, P-KiIeTKax MOKeTyIOYHON SKeJIe3bl
U IPYTHUX TKaHIX, OTBETCTBEHHBI 3a pagsutue MODY3. Snepusiit paxrop-1b rema-
TOLIUTOB SIBJISIETCS (PAKTOPOM TPAHCKPUIIIIUH, KOTOPBIN yIaCTBYeT B OKCIIPECCUU
HECKOJIBKHUX I€HOB II€UeHH, a TAKKe JEeMCTBYeT KaK CJIa0blil TPAHCAKTUBATOP TeHa
uHCynnHA. B Hacrosiee Bpemst okoio 100 MyTanuit 3Toro ¢akropa oO6HAPYKEHO
B pa3JIMIHBIX ITOITYJIANUAX. Kak Yy JuI € pa3BUBHINMCA ,HI/IaGCTOM, TaK U 'Yy HOCUTE-
neit myTanuii 6e3 quabera XapaKTePHBIM SIBJISIETCSI HAPYIIIEHUE CEKPELINU HHCYIIH-
Ha B OTBET HaA BBCICHUHE IJIIOKO3bI HJIN nemeHa Ipu OTCYyTCTBUU Bpra)KeHHOﬁ
NHCYJINMHPE3UCTEHTHOCTH.

st MODY3 xapakTepHO OTHOCUTEIBHO IIO3/IHEE HAYaJI0, HO 3aTeM — OBICTPO
Imporpeccupyomiee pa3Butue 3ab60JIeBaHMUs OT HAPYIIEHHON TOJIEPAHTHOCTH K
IJII0KO3e 1o siBHOTO guabera. [lo 10-1eTHEro Bo3pacTa GOJIBIIMHCTBO HOCUTETICH
MYTallUil UMEIOT HOPMOIJIMKEMUIO HATOLIAK. Y fieTeil 6ojee CTaplIero Bo3pacra
IIOKa3aTejJan INIMKEMUU HE3HAYUTEIbHO IIPEBBIIIAIOT BEPXHIOK I'PAaHUIY HOPMBI.
OpHako B X0fie IepOpPaTbHON MPOOBI Ha TosepaHTHOCTH K rmrokose (ITITTT) y Hux
BBISIBJISICTCST TUI KPUBOIL, XapakTepHblil mist guabera. [To cpaBHenuio ¢ MODY?2,
npu Bapuante MODY3 nabronaercst 60see TsDKeIOe TeIeHUe, YaCTO Pa3BUBAIOTCS
ocyokHeHus guabera, ocobernno peruHonatust. Y 6onbHbix MODY3 perunomnaTust
BCTpedaercs B 3 pasa garte, 4eM y aur ¢ MODY?2, Ho B 2,6 pasa pexe, 4eM y 60J1b-
Hbix CJ] 2 THIA ¢ MO30HUM HavanoM 3aboseBaHusl. Pa3BUTHE peTHHOMATHH Y 60JIb-
HbIXx MODY 3 3aBuCHT OT KauecTBa KOHTPOJISI IJIUKEMUHM U, B MEHbIIIEH CTEIIEHU, OT
miuTenpHOCTH nrabera. C oXKUpeHUeM, TUCIANUAEMIEN U apTepUaIbHOU THIIepP-
tersuert MODY 3 accortunposan He 6oiee, gem CJ] 1 tuma. B otamane or MODY2,
rutiepriaukemMust y 601pHb1Xx MODY 3 00bIMHO pasBUBAaeTCsI K 3aBEPILICHHIO II0JIOBO-
ro co3peBanus. [lenerpantHocts MODY3 Brite, vem MODY 1. Tak, u3 69 wieHos
AHIJIMIICKAX CeMelt, MMEIOIIINX MYTAaI[MIO TeHa sIepHoro ¢pakropa-la remaronuTos,
TOJIBKO IBa HOCUTES (3%) COXpaHsIH HOPMOTIIMKEMHUIO B BO3pacTe crapiire 25 jeT
(26 u 42 roma).

B 1997 rony 651710 ycraHoBIeHO, uTo MODY1 06yciioBIeH MyTanusiMy reHa, KO-
OUPYIOIIEro sifepHbIi (haKTOp-4a remaToUTOB. DTOT (PAKTOP OTHOCUTCS K Hajce-
MEHUCTBY CTEpPOUIHBIX/TUPEOUIHBIX PELEIITOPOB U SIBJISIETCS PETYIATOPOM IKCIIpec-
cuu siiepHOro akropa-la remarorutos. [Tpenmosaraior, 4To sipepHbLil pakTop-4a
TeaTOI[UTOB  OKa3blBaeT  OIOCPELOBAHHOE  BIUsSHUHE Ha  (PYHKIUIO
B-Ki1eToK, M3MEHssT IKCIPEeCCHo siiepHOro ¢axropa-la remaTonuTtos. SmepHbIIt
(baxTop-4a remaTOIUTOB OKCIPECCUPYETCS B IEYEHH, IOYKAX, KUIIEYHUKEe U OCT-



60 FeHeTMKa caxapHoro anabeta y fAeTei v NoApoCTKOB

POBKaX HOMKEIYIOIHOM JKele3bl. MyTaruu 9Toro akropa K HacTOSIIEMY BpeMe-
HU UIeHTU(UINPOBAHBI B 3 ceMbsiX. B amepukanckoit cembe RW, xoTopast oxBaTsl-
Baer 320 smm, BKIOYass 72 OONBHBIX, BbIsIBIeHA HOHCeHC-myTarusa (Q268X).
B mpyroit, aHrIHiTCKOIT ceMbe, BbISIBIEHA MUCCEHC-MyTanus B 7-M 9k30He (E276Q).
B Tperbeii, HeMenKoi ceMbe, MyTalusi o6Hapy>keHa BO 2-M 3k30He (N392, AAC
AAT). Knuunueckuit penorun MODY1 Bapuabenen. B amepuxanckoit cembe RW
nmabeT, Kak MPaBUJIO, BRISABIISIETCS B BodpacTe no 25-30 set. [Tuk 3abonmeBaemocTn
IPUXOIUTCS Ha IMOAPOCTKOBBII mepuon (913 srer). Y GOJBIIMHCTBA [eTeH U IIOf-
POCTKOB, @ TaK)Ke Y MOJIONBIX B3POCIBIX OOIHHBIX MHA0ET MPOTEKaeT 6ECCUMITTOM-
Ho. OfHaKo y yacTu 60JIbHBIX Ha (POHE HHTEPKYPPEHTHBIX 3a00IeBaHUI Pa3BUBa-
JOTCsL KJIACCUYeCKUe KJIMHUYEeCKUEe IIPOSIBJICHUS U Ia’Ke OCTPpask JeKOMIIEHCAIIM 3a-
6oneBanust. Keroanunos vaire HabaromaeTcsst cpenu 60IbHBIX ¢ U3OBITOYHON Mac-
coit Tena. [{y1st 601pHBIX U3 ceMbu RW HapyIIeHus INIHIHOrO 06OMeHa HeXapaKTep-
HbL [TpocrekTuBHBIE HAGIIIOEHNUS [TOKA3a/IH, 9TO Y OfHUX 601pHBIX MODY 1 Hapy-
IIIEHUS YITIEBOTHOTO OOMEHA HOCSIT HeIIOCTOSIHHBII XapaKTep Ha MIPOTSHKeHUH MHO-
TUX JIeT, Y APYTUX OONBHBIX IPOUCXOAUT OBICTPOE YXYAIICHUE COCTOSIHUS, BIUIOTh
IO pasBUTHS SIBHOTO nuabera ¢ MOTPEOHOCTHIO B MHCYIMHE. Y WIEHOB ceMbl RW
BBISIBJICH IIPAKTUYECKU BeCh CIEKTP HApPYIIEHWI YIJIeBOTHOTO OOMEHa OT IIOrpa-
HUYHOU 10 HAPYIIEHHOM TOJEPAHTHOCTU K HArpy3Ke IIIOKO30M M OT HapyIIeHHON
TOJIEPAHTHOCTH K IJIIOKO3e 10 nrabera. Y wieHOB ceMbu RW IIHTEIBHOCTD Pa3By-
tust CJI (OT BBISIBJIEHUS HAPYIICHHO TOJEPAHTHOCTD K ITIIOKO3e 10 SIBHOTO fuabe-
Ta) BapbUpoBaia oT 6 Mec. 1o 27 net. Y 27 (84%) u3 32 6oxpabix MODY1 ¢ HOP-
MaJIbHOH Maccoi Teja, moToMKoB II-2 u II-5 B III-V nokosjeHusX, TunepriIuKeMus
HaTOIIIAK pa3BUBajack B Bo3dpacre 9-30 jer. I[Ipu 3TOM ypOBeHD INIIOKO3bI KPOBU
BapbupoBai ot 140 mo 360 mr/mr. Y 10 (31%) u3 32 6ONbHBIX TUIIEPIINKEMHUS] Ha-
TOIIAK BbIsABJIEHA B Bo3pacTe 9—14 jer. CeyeT OTMETUTD, UYTO CEMb HOCUTEJIEN MY~
TalliX Ha IPOTSHKEHUH MHOTHX JIeT IPOJOJIKAIM COXPAHATh HOPMaJIbHYIO TOJIEPA-
HTHOCTH K TJIIOKO3e (5 HOocuTesnel — B Bo3pacTe 10 25 jieT, 2 — B Bo3pacre 36 u 44
jet). B aHIIHIICKOI ceMbe BO3PAcT IIOCTAHOBKH JHArHO3a BapbUpoBal OT 21 1o 41
roga (cp. Bospact 33,2 roma). Y 4 u3 5 6onpabix MODY1 He 6bUTO OKHpeHUs
(cp. UMT=25,2 (17,5-30,7) kr/m2). VI3 cemu 4I€HOB CeMbHU, Y KOTOPBIX BBISIBIEHA
myranus (axropa, ABa (29%) Hocuresst MyTanuu (B Bodpacre 17 u 37 jeT) umenu
HOPMOIJIMKEMHIO HATOIIAK, a ypoBeHb HbAI ¢ Haxonuicst y HUX B mpefenax HOpP-
mblL Takum o6pasom, neHerpanTHocts MODY 1 Heckonpko Hike, 'eM MODY3. Ox-
Hako KIuHuYeckoe tedeHne MODY 1, BxiIrouast accoManuio ¢ MUKPOBACKYJISIPHBI-
MH OCJIOKHEHUSIMU, UMeeT CXOmHbIe YepTsl ¢ MODY3.

[Monrun MODY, o603nataemsrit kak MODY5, 06ycioBiieH HapyIIeHUSIME TeHa,
KOIMPYIOIIEro siiepHblil (pakTop-1b remaronuTos, KOTOPBII peryIupyeT TpaH-
CKPUIIIMOHHYIO aKTUBHOCTD U (DYHKIIMOHUPYET KaK TOMOJUMEP U IeTePOIHMeED.
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Snepusiit akTop-1b remaTorUTOB IKCIPECCHPYETCsI B IOMKEIYIOIHOM Keese
u noukax. MODY5 BrepBbIe 6bUI YCTAHOBJICH B IBYX SITOHCKUX CeMbsX (1997), ato
npubIN3NTEIBHO cocTaBisieT 2,5% cpenu Beex 60sbHbIXx MODY B simoHCcKoi momy-
JSIAN, a 3aTeM OBLT BBIABJIEH TaKXKe B OMHOM HOPBEXKCKOiT cembe. MODY5 accomu-
UPOBAH C IIOYEYHON AUCPYHKI[UE, KOTOPAst MOXKET IIPEAIIecTBOBATh MaHu(ecTa-
muu puabera. Y 60mpHBIXx MODY5 MoryT HabII00aThCsl U TaKHe YPOI€HUTAIbHBIC
HAPYIIEHUs], KaK [OJUKICTO3 [IOYeK, OJIMIOMeraHepOHUsS U BariMHaJIbHAs aIljia-
3ust. B smonckoit cembr ¢ MODY5 y MHOTHX POICTBEHHUKOB ITPOGAH/IA CMEPTh HAC~
TyIaJIa OT HOYEIHON HeIOCTATOYHOCTH. JKeHIIIUHBI, Y KOTOPBIX BO BpeMst GepeMeH-
HOCTH OTMeYaJIach apTepuasIbHasi THIEPTEHSHs], IOrn6any B MOJIOLOM BO3pacTe OT
ypemun. O6bI9HO Y WIeHOB ceMbH, 60abHBIX ClI, IpH yIbTPa3ByKOBOM HCCIIEIOBA-
HUU OIPeJe/sUIICh KUCTHI B ITOUKaX. VIHTepecHo, 9TO Y POACTBEHHUKOB IIPOOaH/a,
II-1 u IV-1, xotopsie He umenu CJI, He 06HAPY>KeHBI TAKKe U KUCTHI IIOYEK. Y OT-
Ija mpo6aHia, HAXOMSIINEroCs Ha TeMONMANN3e, YCTONYUBAs NPOTeHHYpHs (Io
300 mr/cyTku) 6bpU1a BhIsiBIIEHA 32 20 steT 1o MaHubectaruu nuabera (B Bogpacte 41
roma). [Ipu aToM, Tedenne mmabera OBITIO MSTKOE, a METAOOIMYECKIE HAPYIIIEHUs
KOPPUTHPOBAIUCH TueToN. [unepriukemust y mpobanna BeisiBiieHa B 19 jteT. Y crap-
el CecTpbl ITIOKO3ypPHs, KOTOpas IIPe[IIecTBOBAId Pa3BUTUIO I'MIIePIIIUKEMUH,
BbIsiBJIeHA B 14 jet. [Ipo6any u ee cecTpa, y KOTOPBIX OBICTPO Pa3BHIINCH HapyIIIe-
HUs1 QYHKINNU TT0YeK, IOTydad HHCYIUH B 1o3e 10-20 en B CyTKH.

MODY4 (mymayuu zena pakmopa-1 pezyasyuu npomMomopa zeHa UHCYIUHA).
daxTop-1 perymsaiuu reHa npomoropa uHcyiauHa (IPF1) sasiercs dakropom
TPaHCKPUIIIIUY, KOTOPBII KOHTPOJIUPYET pa3BUTHE IOMKETYLOYHOHU >KeJe3bl
U 9KCIIPECCHIO KITIOYEBBIX TeHOB [3-KIeTOK, BKI04ast red nHCyauHa. [ledexr IPF1
[PUBOJUT K HAPYIICHHUIO Pa3BUTHSI [3-KJIETOK, a TAK)Ke K HAPYILIEHUIO 9KCIIPECCUH
IepeHocYnKa rimoko3sl, GLUT2, n/unn rmoxokuHassl. HoBoposkneHHBIe ¢ MyTa-
nusMu 000X ajuleieil MMEIOT areHe3Wio MOJJKeNIyIOYHOM JKesle3bl. Y UJICHOB
aAMEepPUKAHCKOI CeMbU, UMEIOIIUX MyTanuio ogHoro awrens (Pro63fsdelC), kmu-
HUY9eCKUN (PEeHOTUI BapbUPyeT OT HOPMAJIBHOM TOJIEPAHTHOCTHU K IJIIOKO3e 10
saBHOrO guabera. B 9T0il ceMbe MPOBeIeHO FeHOTUIINPOBAHUE 26 YeJIOBEK B 5 0~
KoJleHUsIX. MyTalus BbIsIBJIeHa V 8 WIEHOB, U3 KOTOPBIX y 6 pasBuJcs nuabet. Ke-
TOAnUAOTUIeCKOe cocTosiHue y 60mpHbIx CJl He oTMedanock. Bospact BblsBie-
HUSA XPOHUYECKOHU T'MIIEP-TIUKEMHUHU BapbUPOBal OT 17 10 67 JjIeT U B CpelHEM
cocTaBisuT 35 yieT. Y ONHOSMIEBbIX OJIM3HENOB B IPYTOil CeMbe BBISIBJICHA MHC-
cerc-myTtanus (P33T) B 33-m xogone 1-ro 9x30Ha rena [PF1. Y npobanna, numero-
rero oxkupenue (MMT=33,3 kr/m2), C]lI pazBmics B Bo3pacte 30 jet, a y ero 6pa-
ta (MMT=32,4 xr/m2) — B 46 net. B aroit cembe CJI cOMpOBOKIAICS PAHHUM pPa3-
BUTHEM MHUKPOBACKYJLSIPHBIX OCIOXHeHuit. Tak, y mpobaHga pa3BmIach peTHHO-
maTusi, a y Opara — HepomaTusi U aTepoCKIepos.
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Ponv cucmemovr HLA u cocmosinue aymoummynumema npu MODY. Mexny aH-
tureHamu cucteMsl HLA 1 MODY 3HaunMmble acconmuanuy He yCTaHOBJIEHBI. B mu-
TepaType HUMEIOTCS CooOImeHus: o enuHUYHbIX cnydasx CII 1 Tuma B ceMbsix
¢ MODY. Tak, B cembe RW (MODY1), y nmaumenta I[V-144 B Bospacre 13 et ma-
Hugecruposar CJI 1 Tuna ¢ KeTOanug030M, ¢ HUINIUEM aHTUTEI K OCTPOBKOBBIM
KJIETKaM U C HU3KOH KOHIleHTpanuel C-IenTHu/a HaTOIaK U I10Cjle Harpy3KHU IJII0-
k030711 Y manmenTa [V-131 wepes 2 roga mociie oOHApY>KeHHS HAPYIIIEHHON TOJIe-
PAaHTHOCTH K IJTI0Ko3e Takke Mauudecruposan ClI 1 tuna. B cembe Ha y ogroro us
cubcoB passuicst Cll 1 tuma, a B mocienyoiieM — quabeTndeckass peTHHOIATUS
u daranpHas Heppomatus. B iemom, puck passutusa Cl 1 Tuma B cembsix ¢ MODY
He BBIIIIe, YeM B ITOIYJISIINY.

Y 6onpupix MODY anTHTeNIa K OCTPOBKOBBIM KJIeTKaM OOHAPY>KUBAIOTCS Pell-
KO, a ecii U 0OHapyXuBatOTCs, TO B HeBbICOKOM TuTpe (ICA<20 en JDF). B atux
caydasix Oosee crernuduieckue aHTUTENA, TaKHe KaK aHTUTeIa K MIyTaMaTaeKap-
6okcmnase (I'/IK) u k tuposunrdocdarase 2 0TCyTCTBYIOT. YacTOTa BBISBIECHUS aH-
tuten K [JIK y 60oapHBIx MODY (4-5%) comocTaBuMa ¢ 9aCTOTOM OOHAPYIKEHHS aH-
tuten K I[JIK B koropre mpakTudecKu 300poBbIX joneit (4,4%). [Ipu BeisiBiIeHUN
aatuten K 1K u k ocTpoBKOBBIM KiteTKaM y 6ombHOro MODY crenyer oxunarhb
passutus ClI 1 Tumna.

Memao6onuueckas zemepozennocmv MODY

B cempsix ¢ MODY BblIsiBlIeHBI pa3iudHble HapyIIEHHs CEKpelluU MHCYJIHHA
B OTBET Ha BBeIeHME ITIOKO3BL Tak, B cembe RW cekperus wHCy/IHHA OTCpOUYeHA
U B IIeJIOM HIDKe HOpMBI. B cemMbe Ha oTMewaercs 3amepsxka cekperiuu Ha 30 MUH.
¢ mocuexytolelt runepcexperueit vepes 1 gac mocue IITTTT.

B memom, mist mHOormx 60mbHBIX MODY XapakTepHBIM SIBISETCS 3a/iepiKKa
u/unu cHroKeHue 1-11 passl, a Takke HOpMaJIbHAasl WIK MOBBIIICHHAs 2-51 (asa Cek-
pennu uHCyNUHA. CHIDKeHHAs CeKpels HHCYJIMHA B OTBET Ha BHYTPUBEHHOE UJIH
IepopajibHOE BBe/IeHUE TJIIOKO3bI MOKET IIPE/IIIeCTBOBATh HAPYIIIEHUSIM IJIUKEMUU,
BoIsiBiIsteMbIM B xoze TITTTT. HcroreHue ceKpeTOpHOiT eMKOCTH B-KIeTOK IPUBO-
OUT 9epe3 HEeCKOJIbKO JIeT WIIN eCTUIeTHi y psiga 6onbHeix MODY k notpe6HOC-
TU B 9K30T€HHOM HHCYJIHHE.

F.Barbetti u coaBropsr (1999) usyuanu 1-10 ¢dasy cekperuu MHCYJIUHA B XO[e
BHYTPHUBEHHOIT IIPOOBI Ha TOJIEPAHTHOCTH K III0OK03e y 70 mpobannos MODY, us
KOTOPBIX ¥ 30 O0JIBHBIX OBLIN yCTAHOBJICHBI TeHeTHYeCKUe Hapyienus. Mcceno-
BaHMe T0Ka3aJo, 4To y 38,5% (n=10) 6ompabix MODY2 u 'y 75% (n=3) 601bpHBIX
MODY3 1-s daza cekperiun HHCYIMHA ObLIA HIDKe 1-3-11 IPOIEHTUIN HOMOTPaM-
MBI, ¥ 23% (n=6) 6onpabix MODY?2 — B mpenenax ot 3-5-it mo 10-i1 mpomeHTHIIH,
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y 15,4% (n=4) 6omxpabix MODY2 u y 25% (n=1) 6ompapix MODY3 -
B mpemenax ot 5-it mo 10-25-11 mporerTrau. Toxpko 23% (n=6) 6oapabIx MODY?2
umenu 1-10 ¢asy cexpenuu MHCYIMHA B Ipefeiax oT 25-i 10 50-i MpOIeHTUIIN.
HcciepoBaTenu yCTaHOBWIIM, YTO HOCUTENIH MYTAallUU TNIIOKOKHHA3bl, PACIOJIO-
SKeHHBIX BHYTPH WIH PAIOM C ee KaTaJUTHIeCKUM IIeHTPOM U HOCUTEIU AU3PYI-
TUBHBIX (Pa3pyIIAIOIINX) MyTAIUil UMeTH B OOJIBIINHCTBE CIydaeB HU3KYIO 1-10
a3y cexpennu nHCyIHHA, B TO BpeMsl KAK HOCUTEJIH MYTaI[Uil B OCTaTKAaX, PacIo-
JIO)KEHHBIX Ha IIOBEPXHOCTU MOJIEKYJIBI IJIIOKOKMHA3BI, UMeJIN OJIM3KHE K CPe/lHe-
pedepencubiM ToKazatenu 1-i1 daspl cexpenuu MHCyauHa. 3 ocrasimerocst 41
00cenoBaHHOTO 6OJIBHOrO, ¥ 68% (n=28) 1-s1 dasa cexkperuu WHCyJIUHA ObLIA
HU3KOM WIN HIKe CpenHeit, y 7,3% (n=3) — Beimre 50-11 npoueHTunn, y 17% (n=7)
BBIIIIE 75-11 IpOIeHTUIn U y 7,3% (n=3) Bbire 90-i1 MpOLEHTUIN. ABTOPBI OTMe-
THIH, 9TO 13 mpo6aHIoB co cpenHepedepeHCHBIM HIN BHICOKUM ypOoBHeM 1-i1 (pa-
3Bl CEKPELIMU UHCYIMHA He ABJIIOTC HocuTeasmu MODY?2 nnu MODY 3.

Heckonbko panbire (1998) A. Doria u cOaBTOpPBI OIMCATIH Ay TOCOMHO-JOMUHA~
HTHBIU CJI y meTell cO CHUKeHHOH 4yBCTBUTEIBHOCTBIO K MHCYJINHY U He CBsI3aH-
HBIT ¢ u3BecTHBIMU reHamu MODY (MODY2, MODY3, MODY1). 1o cpaBHeHUIO
¢ 75 mpobarmamu MODY 3, B rpymiie 215 60JIbHBIX C HEYCTAHOBICHHBIMU T€HETH-
yeckumu BapuanTamu MODY (MODYx) ware nHabmomanocs oxupenue (19,1%
u 50,5% cooTBeTcTBeHHO, p=0,0001), @ YacToTa CIIy4aes ¢ HOTPEOHOCTHIO B HHCYIIN-
He He pasnudanach (40,7% u 47,3%, p= n.s.). [Torpe6HOCTD B MHCYIUHE ¥ GOIBHBIX
MODYx 6pura Bbimre, ueM y 6omapabix MODY3 (0,7 0,4 u 0,45 0,2 en/kr/cyT.,
p=0,001), a ypoBeHs C-mientuia u CTereHb KOMITIEHCAIIUN OBLITH CXOTHBIMH. Y 60JIb-
HbIXx MODYX, He oy4aomux MHCYJIUH, KOHIIEHTPAUs UMMYHOPEaKTUBHOTO HH-
cynuHa ObUTa BbIIIe, 9eM y manueHToB ¢ MODY3, kak Hatomak (16,3 16 u 8,0 10
mutren/mi, p=0,01), Tak u epes 2 gaca nociue IIT'TT (52,0 44,0 u 11,0 7,0 musuiu-
en/mi, p=0,0001). Bosee Toro, manuenTs: ¢ MODYX, BHe 3aBUCHUMOCTH OT BO3PacTa,
uMesn 6oJiee BLICOKHIL ypOBeHb TpUIIUIepuoB (169,0 128,0 u 100,0 58,0 mr/mi,
p=0,0003), HIKe YPOBEHD JIUIIOIPOTENHOB BBICOKOM IoTHOCTH (5,0 14,0 1 44,0
14,0 mumnuen/mi, p=0,003), a TakKe BBIIIEe YACTOTY apTEPUATBHON THIEPTEH3UH
(56,2% u 10,4%, p=0,0001). ABTOpPBI PEIIOTOKIIHN, ITO B TATOT€HE3e TeHETHIeC-
KM HeudydeHHbIX BapumanToB MODY Bemymum ¢HakTOpoM SIBJISIETCSI CHIDKE-
HUEYYBCTBUTEIBHOCTA K HHCYJMHY. He wHCKIlOYeHO, 4YTO B 3TUX Clyda-
SIXCBSI3bUHCYINHPE3UCTEHTHOCTH € AUCYHKINe B-KI1eTOK MOKeT OBITh 00y CIIOB-
JIeHa HapyIIeHHeM Iepefladdl CUTHaJIA MHCYJIMHA. TaK, B 9KCIIePUMEHTAIbHBIX UC-
CJIEIOBAHMUSX [IOKA3aHO, YTO OTCYTCTBHE PELENTOPOB HHCYJINHA B B-KiIeTKax mpu-
BOJIUT K HapYILIEHUIO CEKPEIIUU UHCYJIMHA B OTBET Ha IJIIOKO3Y.

Y nurn, HoCUTeNeN MyTanuil, MaHubecraus nuadeta 0OBITHO MPOBOIIUPYETCS
(bakTopaMu, BEI3BIBAIOLIMMH CHIDKEHHE Yy BCTBUTEIBHOCTU K HHCYIHHY. K HUM OT-
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HOCSITCSI (DAKTOPBI BHEIITHEH CPe/Ibl U TAKHe COCTOSIHUS, KaK IIePUOJ aKTUBHOTO POC-
Ta ¥ [IOJIOBOTO CO3PEBAHMSI, U3OBITOUHAS Macca Teld, OepeMeHHOCTh, HH(EKIINOH-
HBbII nporecc u 1p. B cembsax ¢ MODY y dacTu peTeit, UMeOIMX HOPMaJIbHYIO Mac-
Cy Teja, HAPYIIEHUs YIIeBOOJHOrO OOMeHa BBIABJISIIOTCS B Bo3pacTe 9—12 set, TO
€CTb B IIEPHUO]], II0JIOBOTO CO3PEBaHUs U BbICOKUX TeMIIOB pocTa. CiieqyeT OTMETUTD,
9TO IJISI 3MOPOBBIX JleTell XapaKTepHa OoJlee HU3Kasi CEKPEIUs NHCY/IMHA B OTBET Ha
[JIIOKO3Y, HO 60Jjiee BBICOKAsI IYBCTBUTEIBHOCTh K MHCYJIUHY, I€M Y IOIPOCTKOB.
Mo>KHO 110J1araTh, 4TO [aske JINIA C TeHeTUYEeCKU JeTEPMUHUPOBAHHOM HU3KOM CEK-
peliueil MHCYJIMHA MOTYT COXPAHSITh HOPMAJIbHBIN YIJIEBOAHBIM OOMEH B HEPHOL
nercrBa. OJHAKO B IIEPHUO], IIOJIOBOTO CO3peBaHUsl, KOI/Ia YyBCTBUTEIbHOCTD K UH-
CYJINHY CHIDKAETCs, a KOMIIEHCATOPHOE ITOBBIIIEHHE CEKPEIMY MHCYJINHA HelloCTa-
TOYHO, y HocuTesell reHoB MODY He ncKiItodeHa BepOSITHOCTb OCTPBIX HapYILLIEHUM
yriIeBogHOro obMeHa (BKiiodast keroarunos). CieyeT mogdepKHyTh, 9TO UHTEP-
MUTTHPYIOIINE HAPYyIIeHUs YIJIeBOTHOTO 0OMeHa y HOCHTEJIeH MY Talluil, BHI3bIBA-
forux MODY, MoryT HabII01aThCsl Ha IPOTSDKEHUN MHOTHUX JIeT.

MODY u oxxupenue

SHaunTenbHas 9acth (00 75%) 6ompabIx MODY (BKIIOYast BCe BO3PaCTHbIE
TPYIIBI) B IIEPUON BBIABICHUsI AuabeTa He MMEIOT MU3OBITOYHON MAacChl Tesa.
B cpenHeM MM IOKMJIOM BO3pacTe pacIpOCTPAaHEHHOCTh OKUPEHUS CPeid ITalln-
enroB ¢ MODY comocraBuma ¢ oxupenueM B o61eit momyssnun. OTHAKO cpenu
MosoneIx 60spHBIX MODY pacnpocTpaHeHHOCTb O>KUPEHHSI HeCKOJIBKO BhIIe (25-
55%), 4eM y 3MOPOBBIX CBEPCTHUKOB. He MCKIIOYEHO, UTO TeCHas CBSI3b TeHa
MODY1 ¢ ogauM 13 reHOB OKupeHust Ha 20-it XxpoMocome 00y CITOBINBAET Y IaCTH
60sbHBIX MODY1 CKIIOHHOCTB K U30BITOTHOI Macce Tesa.

ITodxodvt x neuenuto MODY

Y gactu 60xpHBIX MODY B mepBble TOOBI U HajKe NeCSTUIETUS 3a60/IeBaHUs
YIJIEBOJHBIN OOMEH yaeTcsi KOMICHCUPOBATh COOIIOCHNEM NHUeThl U/UIU Ha3-
HaYeHMEM CaXapOCHIDKAOIINX TabJIeTUPOBAHHBIX MPenapaToB (0OBITHO IPOU3-
BOJHBIX CyJIb(POHUIMOUEBUHBI). FIMEIOTCSI HEMHOTOYHCICHHbIE COOOLIIeHUsT 00
addexTuBHOCTH OUTYAaHUTOB U MHTHOUTOPOB -TIIOKO3UIA3bl. B mepron momoso-
rO CO3pPEBAHUS CAXaPOCHIDKAIOUINE UM AaHTUTUIEPIIUKEMHUYECKHe IIpeIapaTsl
HA3HAYaI0T MHOTUM 601bHBIM. C Te4eHUEM BPEMEHHU y YaCTH IAIHEHTOB MOSIB-
JsieTcst moTpe6HOCTh B mHCynnHe. MucynunoTtepanus y 6oimpHeix MODY2, 3a
HCKITIOUeHNEM Iepuopa 6epeMeHHOCTH, OOBIYHO He MPOBOTUTCSI. Y OOJbHBIX
MODY3 pa3BuTHE THIEPIIUKEMUU OTCPOUYEHO IO CPABHEHUIO C OOJIBHBIMU
MODY2. Ognako y 6onpHbix MODY 3 Hab1I0M2€TCst OBICTPO MIPOTPECCHPYIOIIEe
yXYHIIeHHe YIJIeBOXHOro oOMeHa, TpeOyroliee Ha3HAYCHUS IEPOPATBHBIX Caxa-
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POCHIDKAIOIIAX MpemapaToB W HHCyAuHA. [IpubnusurtenbHo y 1/3 60abHBIX
MODY3 B Teuenue 3—25 neT pa3BUBaeTCst HHCYIUHOMOTpe6OHOCTh. KinnHndeckoe
teaenrne MODY1 umeer cxomubie deptsl ¢ MODY3. Oxosno 30-35% 60abHBIX
MODY 1 He4yBCTBUTEIHHBI K MAKCUMATHHBIM 103aM [IPOU3BOMHBIX CYIb(OHMUII-
MoueBuHbl. 13 38 6onbHbIX quaberoM mokonenuii I11-V cembu RW 12 (32%) mo-
Jy9aloT JedeHre NHCYIUHOM. B omHOI n3 nByX onucaHHbIX cemeir ¢ MODY4 na-
PYILIEHUs YTIEeBOTHOTO OOMEHa KOPPUTUPOBAIKCH TUETON MU MePOPaTbHBIMU
CaxapOCHIDKAIINMU MpenapataMu. B 1pyroit cembe y 6IM3HEIIOB Pa3BIIACh TsI-
skenast popma CJlI ¢ TOTpeOHOCTHIO B MHCYJIMHE U C PAHHUM IIPOTPECCHPOBAHIEM
MUKPOBACKYISPHBIX OCIOKHEHUI.

CreyeT OTMETUTB, 9TO HeKOTOPbIM 60sibHBIM MODY cpasy mociie mocTaHOBKU
IUArHO3a MPUXOIUTCS Ha HECKOIbKO THEN WX HelleJIb Ha3HavaTh MHCYJINH. B Takux
CJIydasiX HeIPOHOJDKUTENIbHOE BBeIeHNe HHCYINHA CHUMaeT TIII0KO30TOKCUIHOCTh
1, KaK MPaBUIIO, YJIy4IlIaeT cekpenuto nucynuna. [Ipu marudecranmn MODY win
CII 2 Tuma MO>KeT pa3BUThCS KeTOAIUI03.
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3akJiro4eHue

Pe3ypTaThl MCCIEOBAHUS TeHETUKU CAXapPHOTO AuabeTa MOCIeIHEro JeCsaTUIe-
THUSI IMEIOT He TOJIbKO (PyHIAMEHTAIbHOE 3HAUCHIE. DTHU JAHHbIE IIPEJCTABIIIIOT He-
COMHEHHYIO I[eHHOCTb JIJIsI IPAKTUYECKON MEIUIIMHBL OHU HAIIPABJISIOT HA JHar-
HOCTHYECKUN MOUCK BceX HetunuaHbIX st ClI 1 Tuma dhopm 3aboneBanus. Jlroboe,
Iake HeOOJIbIIIOE TOBBIIIICHIE IINKEMUN, JOJDKHO ObITh CAMBIM TIIJATeIbHBIM 06pa-
30M H3YU€HO U IIPOAHAIU3UPOBAHO. HeoOX0MMMO UCKIIOUUTD MEJICHHO IIPOrpec-
cupytomnit CII 1 tuna, C[I 2 tuma, mutoxouapuansusle popmsr Cll, HCKIIOIUTD
MeIUKAaMEHTO3HYIO WIX CBSI3AHHYIO C IPYTUMHU 3a00JIeBAHUSIME TUIIEPETIHKEMUIO.
Y Takux 60IBHBIX 0c000€e 3HATEHNE IPUOOPeTAET TIIATEIbHBIN COOP reHeaTormyec-
KOTO aHaMHe3a, MOJICKYJISIPHO-TeHETHIeCKIe U UMMYHOIOTHYeCKHe HUCCIeOBAHMSL
MoJteKyIsIpHO-TeHeTUIeCKUe HCCIeIOBAHNSI IOMOTAIOT He TOJIBKO IIPOBOIUTD AU~
epernnanpubiit fuarnos pasnuassix popm Cl, mpu MODY-Ture oHE IO3BISIOT
ueHTHUIIPOBATh PA3IHIHbIe BAPHAHTHI CHHIPOMA, IIPOTHO3UPOBATh KIHHUATIEC-
KO€ TedeHIe, a TAK)KE BEISIBUTh HOCUTEJICH MYTAI[UHU CPeIU POICTBEHHHIKOB.

OpnHako npu 9TOM HEOOXOAUMOCTD YIUTBIBATH, YTO AOCOTIOTHOE GOIBIINHCTBO
ciaydaes CJl, pasBUBaBIIETOCs B JETCKOM BO3PACTe, SIBJLSIETCSI CAXaPHBIM JHA0ETOM
1 tTuma. IIpu ero Kraccuueckoi MaHU(pECTANNN U TeICHUU Ha TPeOyeTCs: JOMOTHM-
TeJIbHBIX, KPOME IIOKa3aTesIell yIIeBOJHOrO OOMeHa, METOOB KUCCICNOBAHUS IS
Bepu(UKAI[UU JHATHO3A.

MenuKo-TeHeTHIeCKOe KOHCYJIbTHPOBAHIE TODKHO IPOBOIUTHCS C YIETOM THIIA
nuabera y npobanna. B Hacrosiee spems B OHI] PAMH pa3paboTaHbl 1 BHELPEHBI
MeTOofbI 00CIeIOBAHNsI TPYIIII HOBBIIIIEHHOro pucka passurtust Cll, mossosisorye
IPOBOUTH PAHHIOK TOKINHIIECKYIO JUATHOCTUKY 3aboseBanust. OHa OCHOBaHA Ha
MOJIEKYJISIPHO-TEHETHIECKUX, IMMYHOJIOTHYECKIX U TOPMOHAIBHO-MeTabII0Imudec-
KUX UCCIe[oBaHUsIX. PagpabaTpiBaeMasi B IIOCIEIHIE OBl IPEBEHTHBHAS TEPAIIs
C]I, MmoxeT OBITH yCIIeIHa TOJBKO Ha PAHHUX HOKINHUYIeCKux cranusx ClI.
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KpaTtkuin crioBapb MCMNONb3YEMbIX FTEHETUYECKUX
TEPMNHOB

YaurtbiBast CJIO’KHOCTD IJIs HpaKTI/I‘IeCKOI/uI MEIUIIUHBI MHOTUX IOHATUH, npume-
HAEMBIX B I'€HETUKE, IIPUBOJVM KPATKOE OIIp€NeIeHNI€ HEKOTOPbhIX TEPMUHOB, HUC-
II0JIb3OBAHHBIX B HACTOAILIIEM mocobuu.

AIIUTHBHOCTB — COBOKYIIHBIN 9(DEeKT reHa, paBHBIA cyMMe 9(PPeKTOB OTHeIb-
HBbIX COCTABJIAIOIIINX.

Autentb — OIMH M3 BO3MOYKHBIX BAPHAHTOB HYKJIEOTHIHOI [TOC/IEI0BATEILHOC-
THU TeHa WIXA OIuMOp(HOTO Mapkepa.

AHTHTeHBI — GeJIKH, BBI3BIBAOIIIE 06pa3oBaHue aHTUTEN U JaoInne crernudu-
YECKYIO P€aKI IO C COOTBETCTBYIOIMMU CbIBOPOTKaMH.

Acconmartus — (371ech) CBsI3b TeHETUIECKOTO MapKepa ¢ 3aboseBaHmeM, 6ojee Jac-
Tast (TOJIOKUTENbHAS ACCOITMAINs) WK OoJiee penkast (OTpHUIATebHAsT aCCOIMAIINS)
BCTPEYaeMOCTh TEHETHIECKOT0 MapKepa cpe/iil O0JIbHBIX II0 CPABHEHHIO C IOIYJISIIHEN.

I'amera — 1osoBas KieTka.

TannoupHbI Ha6Op XpOMOCOM — HAGOP XPOMOCOM B TaMeTax, KOTOPBIl paBeH
[OJIOBUHE JUIUIOUTHOTO HAOOPa COMAaTUIECKUX KIIETOK.

TaruroTum — couetanue ajulesieil OTHOTO JIOKYCa, PACIIONIOKEHHBIX HA Pa3HBIX
XpOMOCOMaX.

lem — OJIEMEHTapHasd €OUHUIla HaCJI€OCTBEHHOCTH, HaUMEHbIINUNA HeﬂeIII/IMbIﬁ
9JIEMEHT HACJIEICTBEHHOTO MaTepraid, KOTOPBI MOKET OBITh [TepefilaH OT POIHTE-
JIe¥l IOTOMCTBY Kak IleJIoe ¥ KOTOPBII OIIpe/esisieT IPU3HAKH, CBONCTBA M (HU3HU-
OJIOTHYeCKy0 QyHKIHMIO oprann3ma. Ha MOJIeKyJISIpHOM YPOBHE — 3TO YIaCTOK MO-
nexynsl JHK, kogupyroriuit mepsuaHyio crpykrypy 6enxos u PHK.

T'eHOMHBIiT MMIIPUHTHHT — 3aBUCHMOCTD BBIPJKEHUS IIATOJIOTMYECKOTO TeHa OT
[0JIa POTHUTEISL.

I'eTepo3HUTOTHOCTD — HalM4Me PA3HBIX aJUIEJell B COOTBETCTBYIOIIHUX JIOKYCaxX
TeHOB B IUIJIOUTHOM HabOpe XPOMOCOM.

T'0MO3HMIOTHOCTH — HAJIMYME OMHAKOBBIX JUIEJICH B COOTBETCTBYIOIINX JIOKY-
caX TeHOB B IUIUIOUIHOM HAabOpe XPOMOCOM

JurnonaHbii Habop — [BOIHON HAOOP XPOMOCOM B COMATHIECKHX KJIETKaX Op-
FaHN3Ma, U3 KOTOPBIX OfIMH IIePeIaeTCsl OT OHOTO POJIUTEIISL, @ BTOPOI — OT IPYTOTroO.

HI/ICKOPHaHTHOCTB — HECOBIIAJ€HNE NHANBUIOB 110 HAJIMIUIO UJIN OTCYTCTBUIO
3a60JIeBaHNS WK JIFOOOTO PYTOro IPU3HAKA, BKIIIOYAst TeHETHIECKUIA.

KOHKOpIaHTHOCTD — COBIIa/IHIE MHAMBUIOB [10 HAJINYHUIO FJIH OTCYTCTBHIO 3a-
60JeBaHNS WK JIFOOOTO IPYTOro IPU3HAKA, BKJIIOYAst TeHETHIECKUIA.
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JIOKyC — MeCTOIIOJIOKEHUE OIIPENIETIEHHOTO TeHa (ero ajiesieil) YN TeHeTHIec-
KOTO MapKepa Ha XpPOMOCOMe.

Meit03 — OCHOBHOE 3BeHO rameroreHesa (hopMUpOBaHUE IOJIOBBIX KJIETOK), B
pesynbTare KOTOPOro IMPOUCXOAUT YMEHBIIIEHNE JHCIIa XPOMOCOM BIIBO€ U IIEPEXOJ
KJIETOK U3 JUITJIOUJHOI'O COCTOAHMS B IallJIOMTHOCE.

HepaBHOBECHOCTD 110 CLEIIEHUIO — HECTyJailHOe COYeTaHMe aUlesiell pa3HbIX
JIOKYCOB B raMeTax.

IleHeTPaHTHOCTD TeHa — IPOSIBIISIEMOCTH IeHa.

IlneioTponHbii 3¢pdeKT reHa — MHOTOHAIIPABIEHHOCTD JICHCTBUS I'€Ha; KaK-
OB TeH MMeeT CBOI0 OCHOBHYIO (DYHKIIMIO IUIFOC JOIOJHUTEIbHOE JICHCTBIE Ha
IpYyTHe MPOLEeCChl OpraHn3Ma.

IMomumopduam — muoroobpasue anenbHeIx Gpopm rera. [TomrumopdHbIM cun-
TAeTCst TeH, UMEIOLINIT 1Ba U GoJtee ajiess.

IIpo6aua — U110, C KOTOPOTO HAYMHAETCS CEMEHOE UCCIICIOBAHME.

Cubcpl — 00111ee HANMEHOBaHUE IJIsT OPaTbheB U CECTEP.

XpoMocomMa — COCTABHOM 3JIEMEHT KJIETOYHOTO SIpa, SIBILSIIOLIUIICS HOCUTEIEM
reHOB. B 0cHOBe XpOMOCOMBI JIEKUT JInHeNHas1 Mostekya JHK.

DKcrmpeccust reHa — €ro JECTBHe, MPOSIBISIOLIEECs] Yepe3 CHHTe3 OGeIKOBOro
[POIYKTa TAHHOTO reHa.
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