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MeTopa: [inarHocTnyeckn oparMeHTHbIA aHanu3

UccnepoBaHue 15 naTtoreHHbIX BapmaHToB B reHe CYP21A2 ¢ yyeTomM nsmeHeHusi
B nceBAoreHe

PedepeHcHbIii ananasoH

AHnanus PesynbTtart HopmanbHbliii ypoBeHb

OGHapyxeHa 1 konusi

MN3ameHeHune konuiHocTn ncesgoreHa CYP21P O6HapyxeHo 0-5 konuit nceegoreHa

ncesaoreHa
Deneuus reHa CYP21A2 He oBHapy>xeHo He oGHapyxeHo
Konsepcus reHa CYP21A2 He obHapyxeHo He oGHapyxeHo
PacnpocTtpaHeHHbIX
3aKnioueHme NaToreHHbIX BaApUaHTOB B PacnpocTpaHeHHbIX NaToreHHbIX BapuaHToB B reHe
reHe CYP 21A2 He CYP21A2 He oBHapyxeHo
obHapyxeHo

Y nayueHma He 6b1110 06HapyxeHo Oeneyuli u KoHeepculi eeHa CYP21A2, a makxe moyeyHbix eapuaHmos 113 bp (c.-113G>A), 12G (¢.293-13C>G), 8bp (c.332_339del),
1172N (c.518T>A; p.lle173Asn), V237E (c.713T>A; p.Val238Glu), Q318X (c.955C>T; p.GIn319Ter), 1236N (c.710T>A; p.lle237Asn), M239K (c.719T>A; p.Met240Lys),

F306+T (c.923dup), P30L (c.92C>T, p.Pro31Leu), P453S (c.1360C>T, p.Pro454Ser), R356W (c.1069C>T; p.Arg357Trp), V281L (c.844G>T; p.Val282Leu) e 2eHe

CYP21A2.

HaHHbIl pe3ynbmam 3HayumesibHO CHUXaem 6eposimHOCMb 8POXOEHHOU eurnepria3uu HadnoyeyHukos (BIH), HO He uckmoyaem eé Mo/IHOCMblO 8 Ces3U C
B803MOXHOCMbIO Hanuqusi y obcriedyemoeo pedKkux namozeHHbIX eapuaHmos 8 eeHe CYP21A2, a makxe Opyaux ¢popm BIH, He accoyuuposaHHbix ¢ 2eHom CYP21A2.
Takxe psid 3abonesaHuli xapakmepusyemcsi cxoxeli ¢ BIH cumnmomamukodl: CUHOPOM MOUKUCMO3HbIX SIUYHUKOB, 2uneprnposakmuHeMust.

BIr'H npedcmasnsiem cobol 2pynny HacrnedcmeeHHbIX aymoCOMHO-PeyeccusHbiXx 3abonesaHuli, KOmopble Xxapakmepusyromcsi HapyuweHuem pabomsi hepMeHmos,
omeemcmeeHHbIX 3a Memabou3m Kopmu3ora, anbO0oCmepoHa U My>XCKUX 10/108biX 20pMoHo8. Haubonee yacmou ¢hopmoli sensemces BIH, accoyuuposaHHasi ¢ 2eHOM
CYP21A2 (okono 95% cnyyaes). NlamozeHHble eapuaHmbl 8 2eHe CYP21A2 npusodsm K CHUXeHUI akmusHocmu chepmeHma 21-2udpokcunassl U pa3eumuro
HapyweHusi Memabonu3ma Kopmusoria, arnbO0CMepPOoHa U MyXXCKUX 0/108bIX 20pMOH08. KnuHu4ecku ebidensrom mpu muna BMH: npocmas eupurnbHas, conbmepsiowas
hopma u Heknaccudeckas ghopma, Komopasi ecmpeyaemcs Yaue 8ce20.

Ucnonb3yembie pegpepeHcHbie nocnedosamernbHocmu: CYP21A2 — NM_000500.7.

MaToreHHbIn BapuaHT 113 bp (c .- 113G>A) He OOHapy>XeHo He obHapyxeHo
MaToreHHoro BapunaHTa | n 126 (c.293-13C>G)
_ > ATOreHHOoro BapuaHTa C. - >
MaToreHHbIn BapuaHT 12G (¢.293-13C>G) 62G (c.293 13C6 G) o6HapyxeHo He 6bino. O6HapyxeH C/A, C/C, A/A
ObHapyXeHo He OblIno. reHOTHN

O6HapyxeH C/C reHotun

MaToreHHbIn BapuaHT 8bp (¢.332_339del) He oBHapyxeHo He oBHapyxeHo
MatoreHHbIn BapmaHT [172N (c.518T>A; He OBHADYKEHO He OBHADVIKEHO
p.lle173Asn) Py Py
[MaToreHHbI BapmaHT V237E (c.713T>A; He OBHADYIKEHO He OBHADVIKEHO
p.Val238Glu) Py Py
MaTtoreHHbIn BapnaHT Q318X (c.955C>T,; He OBHADYKEHO He OBHADYIKEHO
p.GIn319Ter) Py Py
MaToreHHbIn BapmaHT 1236N (c.710T>A; He OBHADYKEHO He OBHADVIKEHO
p.lle237Asn) Py Py
MaTtoreHHbIn BapnaHT M239K (c.719T>A; He OBHADYIKEHO HE OBHADYKEHO
p.Met240Lys) Py Py
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PedepeHcHbIi ananasoH

Ananus PesynbTtat HopmanbHbIi ypoBeHb

MaTtoreHHbI BapnaHT F306+ T (c.923dup) He obHapyxeHo He obHapyxeHo
MaToreHHbIn BapunaHT P30L (c.92C>T; He OBHADYKEHO He oBHADYKEHO
p.Pro31Leu) Py Py
MaTtoreHHbIn BapuaHT V281L (c.844G>T; He OBHADYKEHO He oBHADYKEHO
p.Val282Leu) Py Py
MaToreHHbIn BapnaHT R356W (c.1069C>T; He OBHADYIKEHO HE OBHADYIKEHO
p.Arg357Trp) py py.
MatoreHHbIn BapuaHT P453S (c.1360C>T,; He OBHADYKEHO HE OBHADYIKEHO
p.Pro454Ser) py py:

Bpau KOJ1: OpobpeHo: OATA OQOBPEHUA

Cuctema ynpasneHus u MeHekKMeHTa kayectsa nabopatopuu ceptudumumpoBara no craHgaptam FOCT P UCO 15189.

JlabopaTopwsi perynspHo NPOXOAUT BHELLIHIO OLIEHKY Ka4yecTBa KMMHUYeCkx nabopaTopHbIx nccrneaoBaHuii no otevectseHHbIM (PCBOK) n mexxayHapoaHsim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siBnsietcst YneHom accoumaumm "®eaepauums JlabopatopHoin MeauumHbl”, cotpyaHukm OO0 «Xpomcuctemcllab» BxoasaT B
COCTaB KOMUTETA MO XpomaTorpaduyeckm METOAAM UCCNeJOBaHUIA U XPOMAaTO-Macc-CneKTPOMETPUN.

O° ATop, Tuuenaua: 11041-01137-77/00368418 ot 23.09.2020 r.

| ERNDIM

GUATY ASSURANCE IN LABORATORY TESTANG IO A4

v - ﬂaHHbIVI nokasaTteslb HaxoaMTCS B HUXHEW rpaHuue HopMbl, pekoMeHayem OﬁpaTVITb Ha Hero BHUMaHue.
- ﬂaHHbIVI nokasaTtesib HaxoguTca B BerHeVI rpaHule HOpMbI, pekoMeHayem 06paTVITb Ha Hero BHMMaHue.
- - ﬂaHHbIVI nokasaTtesib HMXe HOPpMbI, pekoMeHayem OﬁpaTMTbCﬂ 3a KOHCyﬂbTaLI,I/IeIZ K cneunanucty n BoBpemsa oTcrneanTtb USMeHeHUd.

+ - ﬂaHHbIVI nokasaTeJsib Bbille HOPpMbI, peKoOMeHaoyeM 06paTI/ITbC9| 3a KOHCyJ'IbTaLlI/IeVI K cneuuanmncTy n BOBpemMsa oTcrnegntb USMeHeHus.

Pe3yﬂbTaTbI aHanu3oB He SIBMSATCA AMAarHo3oM, HO MOMOratoT B €ro nocTaHoBke. He nbitanTech NHTEepNpeTnpoBaTb NX CaMOCTOATENbHO. MHorve n3meHeHus
nHaoneuayanbHbl, MOMOYb pasoGpaTbcq B HUX MOXET TOJbKO cneunanuct.

PeayanaTbl, KoTOpble 0T06pa)KeHbl B BMAE 4uCra CO 3HakoMm <, Heobxoaumo pacueHnBaTb Kak pes3ynbTaT MeHblle npefena Konu4ecTtBeHHOro 06Hapy>Keva MEeToauKn n o6opy,closava Ha
KOTOPOM BbINOSHANCSA aHanus.
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