117246, r. Mocksa, Hay4HbIn npoesa, Aom 20, cTpoeHue 2, s h)
Cl = a1/nom/kom 2/1/22-30 ?.Qi:}_,.@

@ +7 (495) 369-33-09 @ chromolab.ru > ;&.‘_-.,
o

MaumnenT: OBPA3EL Ne 3asBku:

BospacT: 43 1. —_—

Mon: X =

[ara B3sATuA: E—

[aTta BbINONHEHUA: Buomartepuan: Kpoeb ¢ 3ATA =
Metoa: MUP ]

UccnepoBaHne  reHeTU4eckux  nonumopdpmaMoB, acCCOLMUPOBAHHbLIX C
HapyweHuem chonaTtHoro

PedepeHcHbIii ananasoH

AHnanus PesynbTtart HopmanbHbliii ypoBeHb

CC - HapyLweHun
MTHFR:c.665C>T (p.Ala222Val) donaTHOro uukna He CC - HapyLLeHUi1 (honaTHOro LiMkna He 0GHapyxeHo
0oOHapy»eHo

AC - puck HapyLlleHun
c¢onaTHoOro umMkna

Y nayueHma obHapyxeH eapuaHm c.1286A>C (p.Glu429Ala) 8 ceHe MTHFR. 'en MTHFR kodupyem memuneHmempazaudpoghonampedykmasy — Kitoyesol ghepmeHm

gonamHoeo yukna, npespawarowuli 5,10-memuneHmempazudpogonam 8 5-memunmempazudpogoriam, OOHOP MemusbHbIX epynn Ons pemMemunupo8aHusi

2omoyucmeuHa 8 MemuoHuH. 3ameHa p.Glu429Ala npusodum K ymMepeHHOMY CHUXEHUI0 akmusHocmu chepmeHma (opueHmupogoyHo ~80-90% om Hopmbl rpu

eeHomure AC u ~60-70% npu CC). Ha ¢poHe decbuyuma ¢ponamos/sumamuros B9, B12, B6 a3mo moxem conposoxdambCsi N08bIEHUEM YyPO8HS 20MOULCMEUHa.

MTHFR:c.1286A>C (p.Glu429Ala)

AA- HapyLleHnin honaTHOro Lukna He 0bHapyxeHo

AG - puck HapyLlieHu#
(*)OﬂaTHOI'O uukna

Y nayueHma obHapyxeH eapuaHm c.2756A>G (p.Asp919Gly) 8 zeHe MTR. MTR kodupyem B12-3agucumyio mMemuoHUHcuHmasy — Kioyesol chepmeHm
pememunuposaHusi 2oMoyucmeuHa 8 MemuoHuH ¢ ydyacmuem 5-memun-TI®K. BapuaHm c¢.2756A>G (p.Asp919Gly) omHocumcsi K byHKUUOHarbHbIM U MOXem
U3MEHSIMb akmueHoCMb/peaynsyuio hepMmeHma.

KnuHudecku 3amo yawje nposiensiemcs rnoebileHUeM ypoeHsi 20MOyUCMeuHa, npeuMyuecmeeHHo npu deghuyume ¢honnamos u/unu eumamuHa B12, npu coyemaHuu ¢
Opyaumu nonumopghusmamu on1amHo20 yukna unu OornonHUMensHbIX ¢hakmopax pucka (KypeHue, XIH, esumomupeo3 u 0p.). B makoli cumyayuu eapuaHm
paccmampueaemcs Kak 2eHemuyeckull Mooughukamop pucka cepdedyHO-CcoCyOUCMbIX OCIIOXHEHUU U OCIOXHeHUl bepemeHHocmu.

MTR:c.2756A>G (p.Asp919Gly) AA- HapyLLeHWii honaTHOro LMKna He 0GHapyXXeHO

GG - puck HapyLueHU#H
c¢onaTtHoro yukna

Y nayueHma obHapyxeH eapuaHm c.66A>G (p.lle22Met) e eeHe MTRR. 'eH MTRR kodupyem memuoHuHcuHmasa-pedykmasy — QAL/OMH-3asucumbili hepmeHm,

Komopsbili BoccmaHasnueaem memurkobanamuH-koghakmop gpepmeHma MTR (MemuoHUHCUHMa3bl) U mem cambimM noddepxueaem pememuriuposaHue 20MoyucmeuHa

8 MemuoHuH 8 ¢hornam-B12-3agucumom yukre.

BapuaHm c.66A>G (p.lle22Met) siensemcs ¢hyHKUUOHabHBIM MOIUMOPGU3IMOM U COMPOBOXOaemcs MosbieHUeM yPO8HS 20MoyucmeuHa, ocobeHHO npu Oeguyume

¢pornamoe u/unu sumamuHa B12, a makxe 8 codemaHuu ¢ Opyaumu rnonumopghuamamu ¢horramHo2o Yukia.

KnuHu4ecku amom eapuaHm paccmampueaemcsi Kak eeHemudeckul Moougukamop pucka, Komopbll npu Hanuyuu OO0rMofHUMesbHbIX  hakmopos

(eunepeomoyucmeuHemusi, deghuyum ¢hornamos/B12, kypeHue, XIH u dp.) moxem crocobcmeosamsp Mo8bIWEHUI0 8ePOSIMHOCMU OCIOXHEeHUU 6epeMeHHoCcCmu.

MTRR:c.66A>G (p.lle22Met) AA- HapyLLeHUit hoNaTHOro LMKIa He 0GHapPYXEHO

Y naumeHTa BbisiBfieHa
reHeTn4yeckas
3akntoyeHne npegpacnosfioXXeHHOCTb
K HapyLweHuro
c¢donaTHoro umMkna
Y nayueHma ebisiefieHa 2eHemuyeckas npedpacrionoXeHHOCMb K HapyweHuro ¢onamHo20 yukna. Hocumenscmeo 0aHHO20 eeHomura He 03Havyaem obsi3amesibHoe
paszsumue 2unepe2oMoyUCMeUHeMUU Uu KITUHUYECKUX nposieneHull (8 m.4y. ocroxHeHuli 6epeMeHHOCMU), HO roebiaem UX 8epOsiMHOCMb, OCOBEHHO Ha (hoHe
degpuyuma ¢pornamos u/unu eumamuHa B12.
HapyweHusi ¢ponamHozo yukna mo2ym npusodumb K CHUXeHUI0 obecriedeHHOCmU mkaHel honiamamu, MosbILEHUI ypO8HsI 20MoyUuCmeuHa U, Kak credcmsue, K
ysenu4yeHuto pucka psida 3aboneeaHuli U OCMOXHEHUU. BbisisnieHHblIe eapuaHmbl paccMampusaomcest Kak eeHemuyeckull modughukamop pucka; UX KIUHUYeckasi
3HayumMocmb Moxem 6bimb OUEeHeHa MOIbKO C y4EéMoM aHaMHe3a, corymcmeayrowel namosoauu, ¢hakmopoe cpedbl U s1abopamopHbIx nokazamered.
PekomeHOytomcesi KNUHUKO-r1abopamopHoe cornocmassieHue U Koppekyusi ModuguyupyeMbix ghakmopos (numarue, npu Heobxodumocmu — npuém ¢honamos/sumamuHa
B12 no Ha3HayeHuto epaya, omka3 om KypeHusi u 9p.). [To peweHuto neyauje2o spaya yenecoobpasHo oueHUMb yposHU ¢honamos, sumamurHa B12 u eomoyucmeuHa
dns 6onee moYyHoOU UHMepnpemayuu 2eHemu4ecKo20 pesyibmama.

eHeTnyeckux BapnmaHToOB, NpeApacnonaratLmx K
HapyLLeHWio hOnaTHOro LyMkrna obHapyxeHo He 6bino.
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Cuctema ynpasrneHus u MeHekMeHTa kayectsa nabopatopun ceptudumumpoara no crangaptam FOCT P UCO 15189.

JlabopaTtopwsi perynspHo NPOXOAMUT BHELLIHIO OLIeHKY Ka4yecTBa KIMHUYeCKkx nabopaTopHbix nccrneaoBaHuii no otevectserHbiM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» sisnsietcsa yneHom accouunauum "depepauus MabopatopHoit MeauuuHel", cotpyaHuku OO0 «Xpomcuctemcilaby» BxoasT B
COCTaB KOMUTETA MO XpoMaTorpacuyeckuMm MeToaam UCCneaoBaHuin U XxpOMaTo-Macc-CnekTpoMeTpun.
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v - ﬂaHHblﬁ nokasaTteslb HaxoaMTCS B HXHEW rpaHuue HopMbl, pekoMmeHagyem OﬁpaTVITb Ha Hero BHUMaHue.
- naHHbIPI nokasaTtesib HaxoguTca B BerHeVI rpaHuLe HOpMbI, pekoMeHayem 06paTVITb Ha Hero BHUMMaHue.
- - naHHbIVI nokasaTtesib HMXe HOPpMbI, peKoMeHayeM OﬁpaTMTbCﬂ 3a KOHCyl'IbTaLI,I/IeI;I K cneunanucty u BoBpemsa oTcrneanTtb USMEeHEeHUA.

+ - ﬂaHHbIVI nokasaTersib Bbille HOPMbI, peKOMeHayeM 06paTI/ITbC9I 3a KOHCyJ'IbTaLI,I/IeI?I K cneuuanmncTy n BOBpemMsa oTcrnegutb USMeHeHuUs.

PeSyJ'IbTaTbI aHanu3oB He SIBMSATCA AMarHo30oM, HO MOMOralT B €ro nocTaHoBke. He nbitaniTech WHTEPNpEeTnpoBaTb NX CaMOCTOATENbHO. MHorve n3meHeHus
nHanBuayanbHbl, MOMOYb pa3o6paTbcq B HUX MOXET TOJNbKO cneunanuct.

PeayanaTbl, KOTOpble 0T06pa)KeHbl B BMAE 4MCra CO 3HaKkoMm <, Heobxoaumo pacueHnBaTb Kak pesynbTaT MeHblue npefena Konu4ecTtBeHHOro 06Hapy>Keva MEeToAnKn n OﬁOpy,ClOBaHVIﬂ Ha
KOTOPOM BbIMNOSHANCSA aHanus.
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