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Mon: My

Bospacr: 16 ner

NH3: 999999999

[aTa B3aTus1 obpasua: 07.10.2022

[JaTta noctynneHuns obpasua: 07.10.2022

Bpau: 30.10.2022

[JaTta neyatu pesynbTata: 30.10.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit

[Onabetr MODY3, reH HNK-1,  cM.kOMM MyTauuii B reHe HNF1A o6Hapy»keHo He 6biio
M Pe3ynbTaTt npunaraetcs Ha oTAeNbHOM HnaHke.

BHuMaHue! B 3neKTpoOHHOM 3K3eMnnspe 6r1aHKa Ha3BaHUe UCCeN0BaHNs COIEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJTIAKOTCA ANArHO30M, Heobxoanma KOHCYy/bTauusa cneunasancra.

M.M. / Nognuck Bpaya
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Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 2006 r. p., oocnenoBaica B OO0 «HezaBucumas nadoparopust UHBUTPO»
¢ uenbto noucka myrauuii B rene HNF1A, npuBogsiieit k BosHukHoBeHH0o MODY 3-
nuabet (mpoduis Ne 7018).

MODY 3- ouabem — oona u3 uacmeix HacreocmeeHHvIx Gopm caxapnozo ouabema (cocmaensem 50-60% ecex
cnyuaee MODY ouabema), omnocawe2ocs k m.H. caxapromy ouademy 63pocio2o muna y monoowvix (MaturityOnset Diabetes
of Young, MODY). Coémecmno 6ce smu gpopmul cocmagisiiom oxkono 4% ecex ciyuaes caxapnozo ouabema. MODY 3 umeem
aymMoCcoMHO-OOMUHAHMHBLIL MUN HACIe008aAHU, U c8A3aH ¢ Mymayuamu  cene HNF 1A (a0epusiti hakmop eenamoyumos 1-
anvgha), KOMOPLIL AKMUBHO YUACBYem 6 pe2yiayuu IKCnpeccuu 6enkog yeneso0Hozo oomena (uncyrun (INS), enokosnuvle
mpancnopmepor 1 u 2 munog (GLUTI, GLUT2), nampuii-entoxosmulii kompancnopmep 2-2o0 muna (SGLT2)). Mymayuu
8bI3618AION NPOSPECCUPYIOUWYIO OUCHYHKYUI0 Dema-KAemoK, HapyuleHue CUHMe3a UHCYIUHA U PA38umue cunepeiukemul.

Jlna MODY3 xapaxmepho nosgnerue cunepeiukemiu HAmMowax u nOCMAPAHOUANbHOU 2iukemuu 0o 14 mmonv/n.
Knunuuecku ons  nayuenmos ¢ MODY3 xapaxkmepuvl Kiaccuyeckue Ouabemuueckue MAakKpococyoucmole U
MUKpococyoucmsle 0cnodxcHenus. Baownocms ouacnocmuku MODY3 noduépxkusaemcs 8blpadceHHbIM KIUHUYECKUM
OMEEeMOM OAHHBIX NAYUEHINOS HA JeyeHie NPEeNnapamamy cyirb@OHUIMOUEBUHDI.

B o6pasue JIHK ob6cnexyemoro mpoBeieH MOUCK MyTalluii BO BCEH KOAUpPYIOLIEH
MOCJIEIOBATENBHOCTH U TIPHIIEKAIIUX SK30H-MHTPOHHBIX coenuHeHuii reHa HNF1A.
(Mytanuu B npomotope rena HNF1A npoBeaéHHoe nccineoBaHue HE BBISIBIISIET).

MyTanuu He BbisiBJeHbI (BapuaHT N/N)

[Tonyuennsiii He uckiaouaeT auarao3 MODY nuabera y oOcieayemMoro, Tak Kak
BO3MOXKHO Hamuuue Mmytamus B japyrux reHax (HNF4A GCK PDX1 u np.), He
ONpENEIsIeMbIX B [IAHHOM HCClIeNOBaHUM. B Hacrosmiee Bpems BbACHAIOT 14
reHernueckux BapuantoB MODY nualera.

B nacrosmee Bpemst B OOO «HezaBucumas naboparopusi UHBUTPO» Bo3moxeH
Takke nmouck mytanuii B rene GCK, npuBoasmux k Bo3uukHoBeHH0o MODY?2 nuabera
(tect Ne 7017).

[{enecooOpa3Ho Takke PEIUTh BOMPOC O TPOBEICHUH IK30MHOTO CEKBEHUPOBAHUS,
MTO3BOJISIONIETO MPOBECTH OJTHOBPEMEHHBIN MOUCK MYyTAaIMil B OOJIBIIIOM YHciie TeHOB. B
OO0 «HezaBucumas nadopatopust MHBUTPO» nanHoe uccieoBaHUE B HACTOSIIEE
BpeMsI HE TTPOBOJIUTCS.

[Tpy HEOOXOIUMOCTH TIOTYUEHHUSI TOMOTHUTEILHON MH(OPMALIUU 10 pe3yJIbTaTaM
00cJieI0BaHuUsI PEKOMEHIYETCsI KOHCYJIbTAIMs Bpadya-TeHEeTHKA.

K.m.H., Bpau-reHeTuk MLII. / IToanuck Bpada



