NAUAXKECT

KJIWHUYECKHWH OTBET HA JINTUHI CBSI3AH C TEHETUYECKUMM BAPUALIUSAMHA

CornacHo pe3yabraraM HOBOTO HCCIIEJOBAHHUS, PE3yJlb-
TaThl KOTOporo onyoiukoBaiu B stuBape B «New England
Journal of Medicine», reHeTHUECKHE BapUaIMK ['eHA, KO-
PYIOIIETO IITF0TaMaTHBIN IeKapOOKCHIa3HOMOIOOHKIH TIPO-
teuH | (glutamate decarboxylase-like protein 1, GADL1),
MOTYT Mpe/icKa3aTh OTBET Ha MOJIEP>KUBAIOIIYIO TEPAIIHIO
JIITHEM Y MAIIMEHTOB ¢ OUNONSPHBIM a)(PEKTUBHBIM pac-
ctpoiictBoM |-ro Tuma (BAP 1).

Kak m3BecTHO, Teparus JINTHEM SBISICTCS Teparnei
[epPBO JTUHHUK B MOIACpKUBarolicii dase neuenus AP
JUISL TIPEOTBPAIICHHS PEIIUINBA MAaHUU U JICTIPECCHH.
Knuamueckne HaOMOACHNS 32 TAMEHTAMHU, HaXOISIITIXCS
Ha TaKOW Tepamnuy, MO3BOJISIOT IPEAIIONOKHUTE HAIMUYHE
OIIPEJEJICHHON T'€HETUYECKON IPEeIpacloloKEHHOCTH,
oOycraBnuBaroneld OTBeT Ha JIUTHHA. Tak, 3aMe4eHO, 4TO
Oolee HU3KWE PHCKH PEIMINBA HA TAKOW Teparmuu UMEIOT
MIAlMEeHTB, POACTBEHHUKN KOTOPBIX paHee y)Ke IPUHUMAIN
JIUTUI CO 3HAYMMBIM KIIMHUYECKUM OTBETOM.

B HOBOI1 paboTe mccnenoBaTeny U3ydain Mociae10Ba-
TENEHOCTH 3K30HOB, 9K30H-UHTPOHHBIE TPAaHIYAIIHE YIacT-
K1 1 yacTb npomoytepa rena GADL1 y 94 nanuenTos, oTBe-
TUBIINX Ha TE€PAIUIO JUTHEM, U Y 94 — y KOTOPBIX TaKOTO
oTBeTa He Habmoganochk. CpelHU BO3pacT Y4aCTHUKOB
coctaBuna 49 ner u y 6ompmmHCTBa (60%) HAOTIOMANTHCH
MICUXOTUYECKHE cHMITOMEI. Takke y 31% manueHToB ObLT

BAP B cemeiinom anamuese u'y 25% — BAP ¢ 6picTpoit
cMeHOH (a3.

2 BapuaHTa MOIUMOpPQHU3Ma OHON Mapbl HYKIEOTHIOB
(ITOH) u meneuuns ogHON HYKICOTHIHOW MApbl OBLTH CBSI-
3aHBI C OTBETOM Ha JUTUH. CEHCUTHBHOCTH IPEIUKTOPOB
ITOH nocrurana 93%. B nocnenyroiiem nepuose Hadmoze-
Hus 3a 24 nanuenTamu y 16 Hocutened 2 Bapuantos [IOH
HaOTFOIaNCs KIMHNYICSCKN 3HAYMMBIIl OTBET Ha JINTHIA, ay 8
MAIACHTOB, Y KOTOPBIX OTCYTCTBOBAJI TAKOH ITOIUMOP(HU3M,
OTBETa HA JIUTHIA HEe oTMedayd. YTo KacaeTcs JeNeiuH,
3HAYMMBIM MIPETUKTOPOM ObliIa JIenenus HHTPOHa 8 TeHa
GADLI1. Dot BapuaHT AeNICUH, IT0 MHCHHUIO yYCHBIX,
MOXKET OKA3bIBaTh BIMSHUE HA TUPUIOKCATHHO3aBUCHMBIH
nekapookcmiiasueiii fomeH B GADL1, u3mensisi, Takum 00-
pa3oM, CIUTAHCHHT U IeKaOOKCHIMPYIOILY0 aKTUBHOCTb.

CremyeTr OTMETHTB, YTO ITOJI00HBIC BAPHAHTHI reHa Ooiee
XapaKTePHBI JIJIs a3UATCKOH IOITYJISIIUH U PEIKO BCTPEUArOT-
cs'y EBporeiinies. 11 oOHapy)eHUs TOJOOHBIX ajliesiei y
MOCTICTHIX HEOOXOIMMBI JOTIONHUTEIIHHBIE HCCICOBAHMS.
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