HaunmeHoBaHue
ycnyru

J1aKTasHasa HeJoCTaTOYHOCTb.
MoneKkynapHo-reHeTUYECKasA AMarHOCTUKA HapyLleHUAa MmeTaboin3ma NaKTo3bl

Kopg ycnyru

A 27.05.219

KpaTKas
nHpopmauma o
3aboneBaHun

JlakTasHasa He[OCTaTOMHOCTb — HEMEPEHOCUMOCTb S1aKTO3bl, 06ycnoBAeHHas aedeKTom
dbepmeHTa NaKTasbl, YTO CONPOBOXKAAETCA HapyLLEHUEM FTMAPOAM3A U TPAHCNOPTA NAKTO3bI
B C/IU3UCTYIO 0060/104KY TOHKOM KULIKK. BblAenstoT NnepBuYHyLo (BPOXKAEHHYIO) NaKTa3Hyo
He[0CTaTOYHOCTbIO — HAac/le4CTBEHHOE ayTOCOMHO-peLLeccMBHoe 3aboneBaHune, Npu
KOTOPOM B TOHKOM KULIEYHMKE HET N1aKTasbl UM CHUXKEHA €€ aKTUBHOCTb M BTOPUYHYIO —
BO3HWKHOBEHME KOTOPOWN MOXKET BbITb CBA3aHO C APYrMMU 3a60NeBaHUAMM U
COCTOAHUAMM (KMLLIEYHbIe MHPEKLMU, MHTOKCMKALMA OpraHM3Ma, Pe3eKLmsa TOHKOM KULLIKK
nap.).

AKTUBHOCTb PpepMeHTa /1laKTa3bl CBA3aHa ¢ noanmopduamom c.-13910C>T B reHe MCM6
(oanH 13 BaxKHbIX perynatopoBs reHa LCT, koaupytowero GepmeHT NaKTasy, KOTopbii
pacwennaeT ancaxapuabl (nakrosy)). Y nngmusngos c reHotunamm C/C u C/T BbisaBnsetcs
CHUMeHMe aKkcnpeccum reHa MCM6, 1 cHukeHne GepMeHTATUBHON aKTUBHOCTU JlaKTasbl,
YTO NPUBOAUT K HAPYLLEHMIO NPOLLECCOB PaCLLEN/IEHMA U YCBOEHUA NIaKTO3bl (Npu
ynoTpebaeHnn LesIbHOro MOJIOKa HapyLlaeTcs nuuiesapeHme, HabatogaTca 601 B
YKMBOTE, AMapen, MeTeopusm).

OMIM

223100

MepeyeHb
nccnenyemblx reHos,
MyTaLmi

OcyuwecTteaserca naeHTupuKkaums nonmmopodmsma c.-13910C>T 8 reHe MCM6 ¢ nomolLLbio
TEXHOJIOTUM NOJIMMEPA3HOM LIeNHOM peakLMn C aHa/IM30M KPUBbIX NaaBAEHUA

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

[nAa BbINONHEHMA aHaINM3a UCMNO/b3YETCA KPOBb, B3ATAA U3 JIOKTEBOM BEHbI B MPOBMPKY C
3/ATA B Konuyectse 4 mn. KpoBb 6epeTca HE3aBUCMMO OT Npuema NuLm.

CpOK BbIMO/IHEHUA

15 paboumnx gHet




