HanmeHoBaHue lanakrozemua. AHanM3 YacTbix MyTaunii U BapuaHTa [lyapte B reHe GALT

yenyru

Koa ycnyru A 27.30.202

KpaTtkas lanakrozemua ABAAETCA OAHMM M3 YacTbiX HacneACTBEHHbIX 3aboseBaHuit. Hacneayetca

nHbopmauua o No ayTOCOMHO-peueccMBHOMY TUMY U MaHudecTupyet, NpPeMMyLLecTBEHHO, B

3aboneBaHumn HeoHaTaNibHblM nepuoa. TAxkecTb 3abonesaHusa BapbupyeT. lMpuunHoi 3abosneBaHUA
CNYXUT HapyweHue metabosnama ranaktosbl, B 60blUMHCTBE cny4YaeB, obycnoBneHHoOe
HeZOCTAaTOMHOCTbIO  depmeHTa ranaktoso-l-gochat ypuanntpaHcepasbl. DPepmeHT
Koampyetca reHom GALT; nokanu3sauma reHa 9pl3.
lNoKasaHMaAMKM ANA nNpoBeAeHUA UCCNeAOoBaHUA ABNAIOTCA KAWMHWMYECKME NpOoABAEHUA
raflaktozemumm y pebeHka c HeOoCTaTOYHOCTbIO rafiakto3o-1-pocdat ypuanntpaHcdepasbi,
MO3UTUBHbLIN pe3ynbTaT CKPUHWMHIA HOBOPOXAEHHOrO HA TaNnakTO3eMUIO, a TaKXke
raflaktosemusa B cembe A7 onpegeneHuns ctaTtyca HOCUTeNbCTBa Y POACTBEHHUKOB.

OMIM 230400 / 606999

MNepeyeHb O6bem MosIeKyNAPHO-reHeTUYeckoro obcnenoBaHmA, BbINONHAEMOrO B HAcTosALWEee BpemMs

nccnenyemblx reHos,
MyTaLmi

B MeanKo-reHeTUYeckom LeHTpe (FfeHeTuYeckoi KamHuke) HUU meamumMHCKON reHeTuKHM,
BK/IlOYaEeT ABe 4YacTble myTauuu reHa GALT: Q188R, K285N u BapuaHT Ayapte (N314D),
MMeIOLMIM NPOMEKYTOUYHOE 3HAYEHME MEXKOY MATKOW MyTaumein n NoMMopd13mMOoM.

O603Ha4YeHMe TeCcTUpyeMbIX MyTaumii no HGVS:

1) Q188R: NM_000155.3(GALT):c.563A>G (p.GIn188Arg) (rs75391579);
2) K285N NM_000155.3(GALT):c.855G>T (p.Lys285Asn) (rs111033773);
3) N314D NM_000155.3(GALT):c.940A>G (p.Asn314Asp) (rs2070074).

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

NccnepoBaHue BbinoaHAeTca metogamu MNUP 1 pecTpUKLUMOHHOIO aHanu3a ¢ Aetekumen B
NosIMakpUIaMUIHOM resie.

Ana BbINONHEHMA aHanM3a MOXKeT 6blTb MCMNO/Mb30BaH Creaylowmin 6MoN0rMYecKnin
maTepuan:

- BEHO3Has KpoBb, B3ATaA B nNpobupky c IATA B Konmyectee 4 mna. KpoBb bGepetcs
HE3aBMCMMO OT NPMEMA NULLYK;

- MATHO BbICYLWEHHOM KPOBU Ha H6naHKke ¢uabTpoBanbHOM Bymarn. bnaHk nponuTbiBaeTcs
Kaniei BEHO3HOW WAM KanuANspHOW KpoBu (MpumepHo 50 mKAa), npu atom ob6aacTb
HaHeceHUA A0/MKHA 6biTb PABHOMEPHO MPONMTaHa KPOBbIO HACKBO3b (KenaTesbHO B3ATb
HEeCKO/IbKO Kamnesib). He Kacasacb 061acT HaHeceHUs CywwTb MATHa B TeYEHUEe Kak
MMUHMMYM 3 4aCOB NPW KOMHATHOW TemnepaType (6epeyb OT NPAMbIX CONHEUYHbIX NyYeit);

- BYKKanbHbIN anuTenui;

Bo3morkHa npeHaTtasibHaAa ANarHoCTuKa Ha 61onorMyeckom maTepmnane n3 Nos10CTU MaTKH,
nosy4eHHOM C NOMOLWbHO WHBa3MBHOM npeHaTaanoﬁ ANArHOCTUKU (6I/IOI'ITaTbI XOpPWUOHa /
naaueHTbl, aMHUOLUNTbI, NyNOBUHHAA KpOBb)

CpOK BbIMO/IHEHUA

21 pabouunit aeHb




