[a b AkunoHepHoe obwecTBo «JlabKBecT»

Quest OFPH 1167746128692
1 ] 121059, r. MockBa, bepexkoBckas Hab., a. 20, ctp. 13

JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

Nauwnent: NIBAHOB VIBAH NBAHOBWY

3akas: Oarta perncrpaummu: 15.11.2023
Data poxaeHusa: 10.10.1980 BospacT: 43 . Mon: M
Niny: O6paseu pesynbTtaTa Kopg INY: 99991264

FrEHETUYMECKUE UCCJIENOBAHUA.

[ara B3ATUA GMOoMaTepuana:
3asBka: 7017900111 Martepuan: KpoBb BeHo3Has (c OTA)

UccnepoBaHue: PacluvpeHHasn guarHocTvka naktasHon HegoctatouHoctn (MCM6 -13910 C/C, -13915 T/T,-13907 C/C, -14010 G/G)

MapameTtp Pe3ynbTart
PacwmpeHHasn gnarHocTvka naktasHon HegoctatovHoctn (MCM6 -13910 C/C,

-13915 T/T, 13907 C/C, -14010 G/G) TR, DR

Pe3ynbmam nabopamopHoeo uccnedosaHusi He siesemcs OuazHo30M, UHMepnpemayusi TNuuenauna Ne 11041-01137-77/00311104 ot 19.01.2017 r.
pesynbmamos npoeoduMcsi C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 1SO 9001:2015 cepTudpmkat cootsetcTaus NeRU.097A.00415, peiicteutengHigo 19.10.2025
FOCT P MCO 15189-2015 (ISO 15189:2012) cepTucbmkaT cooTBETCTBUS JN'Q‘P.OCC

RU.32101.04)K3A1.209, pgeicteuteneH ao 20.10.2025 (.-’ .
NTOrOBbIN PE3YIIbTAT Bpau KINA: Craxkesuy J1. U, /

CrtpaHuua 1 us 2
[ata roToBHOCTM pe3ynbTaTa: 15.11.2023 12:53 \L,: -

[lata nevatu pesynsTara: 15.11.2023 12:53:20 PesynbTaT Bblgan: o

noanucb



DOHO 60bHOIO: TCCTOBBIH MALCHT Ne maTepuaina:

Homep 3aka3a: #14485
Perucrpanus: JIOrOBOp 5

Kop Tecta Ha3BaHue TecTa EauHuuya PedepeHTHbIe 3HaYeHUA PesynbTar Tecrta

LADEMCM6 PacwupeHHasa gMarHocTuka nakrasHown HegocratoyHoctu MCM6 (MCM6:-13910 C>T, -13907 G>C, -
13915 A>C, -14010 G>C)

BuisiBnenune nonumopdusma MeHotun-13907 G/C n Fenorun -13907 G/G
-13907 G >C reHotun -13907 C/C -
aKTUBHOCTb (hepMeHTa
coxpaHeHa
BoisiBnenune nonumopdusma Menotun -13910 C/T un FenoTun -13910 C/C
-13910 C>T reHotun -13910 T/T -
aKTUBHOCTb (hepMeHTa
coxpaHeHa
BbisieneHne nonumopduama leHotun -13915A/C n Fenotun -13915 A/A
-13915 A>C reHotun -13915 C/C -
aKTUBHOCTbL (hepMeHTa
coxpaHeHa
BeisiBrneHne nonumopdmama leHotun -14010 G/C n FenoTun -14010 G/G
-14010 G>C reHotun -14010 C/C -
aKTMBHOCTb (hepMeHTa
coxpaHeHa
eHeTn4eckoe 3aknoveHne: Het Y naumeHTa obHapyxeH Y nauneHTa o6HapyXeH
FeHOTUN, KOTOPbIV He reHoTun, XxapakTepHbIn
XapakTepeH ANs nakTasHou ONA NakTa3Howu
HegoCTaTO4HOCTH HeOoCTaTO4HOCTU

Y naumeHTa oOHapyXXeH reHOTUN, XapaKTepHbIN ANnsi NepBUYHON NAKTa3HOW He[O0CTaTOYHOCTH.

MepBuYHaa nakTasHas HeOOCTAaTOYHOCTbL NpeAcTaBnsieT coOOW reHeTUYeCKM acCoUUMMPOBAHHOE COCTOSIHUE,
CBfi3aHHOE CO CHUMXEHMEeM aKTUBHOCTU hepMeHTa NnakTasbl, KOTOpasi B HOpMe y4acTBYyeT B YCBOEHUMU NaKToO3bl
nyTemMm ee pacLienyieHusi B TOHKOM KuweyHuke. Jlaktasa kogupyetcs reHom LCT. YpoBeHb 3aKcnpeccun AaHHOro
thepMeHTa perynupyetcsi nocnefoBaTeNlbHOCTLIO HykneoTuaoB B 13 uHTpoHe reHa MCM6. Mpu nepBuyvHOM
NaKTa3HOM HeJOCTAaTOMHOCTU aKTUBHOCTbL (pepMeHTa CoXpaHeHa B AEeTCKOM BoO3pacTe, O4HAKO C B3pOCleHUeM
HabnwopaeTca NocTeneHHoe CHUXXeHUEe ero akTUBHOCTU U CHWXXEeHME YCBOSIEMOCTU NAKTO3bl, YTO NPOsABsieTcA B
BuAe Auapen, B3AYTUSA XUBOTA, ra3oobpa3oBaHUA nNocne npuema MonoyHbIX npoaykros.Hanuume B 13 uHTpoHe
reHa MCM6 reHotunos 13910 C/T u T/T, -13907 G/C u C/C, -13915 A/C u C/C, -14010 G/C u C/C BepeT K
COXpPaHEHUI0 CUHTe3a NakTa3dbl B KULIEYHWUKE U OTCYTCTBUIO cuMnTomOB. BbisaBneHue reHotunos 13910 C/C, -
13907 G/G, -13915 A/A, -14010 G/G noaTBepXxAaloT y NauueHTa AuarHo3 nepBUYHON NakTa3HON HeAOCTaTOYHOCTH.



