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23,3 X-B3BELIEHHOIO

OvnannenbHOro aHa4YeHns
>22 X-B3BELLUEHHOIO BMannenbHOro 3HavyeHns Ymcna

X-B3BeLLEHHOE cpeaHee BuannensHoe yncna CAG-noBTOpOB B CAG-noBTOpOE B rete AR- HopwanbHas
sHadenve reHe AR - HopmanbHas BOCMPMUMYMBOCTb peLientopa K aHaporeHam
BOCNPUMMYMBOCTb

peuenTopa K aHgporeHam
OmpuyamenbHbIl pe3ynbmam uccriedosaHusi OnuHbl eapuabernibHo20 hpazmeHma eeHa AR ¢ 6onbwol eepossimHocmbio ceudemernibcmeyem O HOpMasbHOU
80CMPUUMHUBOCMU PEUENmMopos8 K aHOpo2eHaM.
Cywecmeyem obpamHasi ces3b MexAy KO/Iu4ecmeom osmopos 8 eeHe AR U €20 akKmugHOCMbio (60/1bWOE YUCIO 08MOPO8 KOPPETUpyem ¢ MeHbWel akmueHOCMbI0
2eHa). [ns 6onee moyHOU OUEHKU akmueHocmu peuenmopa AR MpuHSAMO ucrnonb308ame UHMe2pasnbHbIl Mokasamesb, yYumblearouuli (peHOMeH UHakmusauyuu
X-xpomocombl — X-g838eweHHoe 6uannenbHoe cpedHee 3HadeHue CAG-nosmopos zeHa AR. [lpu 3Ha4YeHuu 3mo20 rokasamessi eblwe 22 ¢ 8bicokol donel
8epOSAMHOCMU MOXHO 2080pUMb O HOPMasbHOU 80CMPUUMYUBOCMU MKaHel K 8030elicmeuto aHOPO2EeHOS.
OdHako ompuyamerbHbIl pesynbmam mecmuposaHusi He UcK4Yaem Ouaz2Ho3a aurnepaHOpPO2eHUU Uu CUHOPOMa MOMUKUCMO3HbIX SUYHUKOS. [ns nocmaHosKu
duacHo3a pekomeHO08aHO oyeHusameb AaHHbIe UcCcedo8aHUs 8 COBOKYNHOCMU C BUOXUMUYECKUMU roKa3amesnamMu U KITUHUYeCKUMU OaHHbIMU MpU y4acmuu sieqau,e2o
epayva.

Konnyectso
(tttta)-noBTOPOB B reHe
Yucno (tttta)-nosTopos B reHe CYP11A1 CYP 11A1 paBHo 4/6 -
HopMarnbHasi aKTUBHOCTb
depmeHTa

Konwnuectso (tttta)-nosTopos B reHe CYP11A1 paBHO
4/4, 4/6, 6/6 - HopManbHasa akTUBHOCTb hepmMeHTa

Konnyectso
CAG-nosTopos: 20/21.

HopmarnbHble 3HavyeHusi OnuHbl eapuabenbHo2o pesuoHa e2eHa AR (18-26 CAG-noemopos) c 8bICOKOU 8eposimHOCMbI0 ceudemesibcmeyom O HopmarbHoU
80CMPUUMYUBOCMU PEUENmopo8 K aHOpozeHaM, a makxe UcKodYaom Hanuyue y uccriedyemozo 6onesHu KeHHedu.

l'eH AR nokanudyemcs Ha X-xpomocome u Kodupyem aMuHOKUCIOMHYHo nocredoeameribHoCMb aHOPO2eHO08020 peuenmopa, akmusupyroweaocs nod eosdelicmauem
MYXKCKUX [10/108bIX 20PMOHO8 (mecmocmepoHa u AueudpomecmocmepoHa). OCHOBHbIMU (hyHKUUSIMU 3mol epynibl 20PMOHO8 SI8NSIemcsi pas3gumue MepeuyHbIX U
8MOPUYHBIX MYXCKUX MOJI08bIX MPU3HAK08, a makxe criepmamozeHe3. B ceoem cocmase 2eH AR codepxum 8apuabesibHbili pe2UuoH, COCMOsWULl U3 MosmopsIoUUXCs
rnoemopos CAG (UUmO3UH-adeHUH-2yaHUH), KO/IUYeCma8o KOmMOopbIX MOXem 8 HopMe 8apbuposams y pasHbix mnoodel. Konuyecmeo CAG-noemopos e 2eHe AR o6pamHo
MPOMOPUUOHabHO akmusHocmu Kodupyemozo peuenmopa. Tak, yeenuyeHHoe YUCIo accoyuuposaHo CO CHUXEHHOU akmueHOCMbIO peyernmopa, Ymo Moxem 6bimb
fpuduHoOl HapyweHusi criepMamozeHe3a y MYXYUH, a, Harpomue, CHUXeHHoe fpedpacronazaem K CUMIMOMOKOMIIIEKCY aunepaHOpO2eHUU Y XEeHWUH U
20PMOHO3a8UCUMOMY paKy rnpedcmamesibHol Xene3bl y MyX4uH. YcrnogHol Hopmol Ornisi 3moeo rokasamesisi cqyumaemcsi Ouana3oH 18-26 CAG-noemopos. B amom
crlyyae MOXHO 2080pUMb O 2eHEMUYECKU HopMasrbHOU YyecmeumesibHOCMU Peuernmopos K MyXCKUM 107108biIM 20pMOHaM. Konudecmeo 8bisienieHHbIX Mo8mopos
MOXem 8apbupo8amb, YmMo C8513aHO C MEXHUYECKUMU 0COBEHHOCMSIMU NPoeedeHUsT UcCrie008aHUsI.

Yucno CAG-nosTopoB B reHe AR 18-26 CAG-noBTOpOB
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Monumopdunam rs 700518
MyTtauum B reHe CYP19A (CYP19A) reHa CYP19A1 He

oBHapyxeH
Y nayueHma He obHapyxeHO Hocumeribcmea eapuaHma rs700518 e ecene CYP19A1. OmpuyamenbHbili pe3ynbsmam uccriedosaHusi ¢ 8bICOKOU donell eposimHocmu
ceudemenscmayem o6 omcymcmeuu HapyweHuli 8 cmpykmype eeHa CYP19A1, kodupytowem P450arom (apomamasa).
Apomamasa kamanuaupyem rnpespawjeHue mecmocmepoHa U aHopocmeHOUOHa 8 acmpaduosn u acmpoH. [pu Hocumenscmee sapuaHma rs700518 e eeHe CYP19A1
CHUXaemcsl apoMama3sHas aKmueHOCMb 8 Krlemkax 2paHyrne3bl. Y xXeHwuH ¢ deuyumom apomamasbl pas3eueaemcsi cheHomur, xapakmepHbil Ons cuHopoma
MOIUKUCMO3HBIX AUYHUKO8 — 2urepaHOpo2eHU3M, nepeudHas ameHopesi, Y3M-kapmuHa MynbmuoniuKynspHbIX SUYHUKOS.
OmpuyamernbHbIl pe3ynsmam uccredosaHusi ¢ 8bICOKOU dosell gepossmHocmu ceudemernbcmayem o6 omcymemeuu HapyweHul 8 cmpykmype eeHa CYP19A1, odHako
He uckn4aem duagHo3a aunepaHoOpo2eHUU U Opyaux ee 2eHeMuUYeCKUX MPUYUH.

Monumopcpusm T- 34C
MyTtauuu B reHe CYP17 (rs743572) reHa
CYP17A1 He obHapyxeH

Y nayueHma He obHapyxeHo Hocumernibcmea eapuaHma rs743572 e ceHe CYP17A1.

Fen CYP17A1 kodupyem cpepmerHm 17a-eudponasy/17,20-nua3y, komopbili Heob6xo0um 0ns cmepoudozeHe3a. Y nayueHmos ¢ HocumernibcmeoM sapuaHma rs743572
ommeyaemcsl nosbileHHasi CKOpOCMb MPaHCKPUNUUU 2eHa, Ymo eedem K yCKOPeHHOMY 06pa308aHUI0 M0/108bIX 20PMOHO8 U3-3a YCUNIEHHOU akmueHOCMU ghepMeHma.

OmpuyamenbHbIl pe3ynbmam mecmuposaHusi ¢ 8bICokoU donell eeposimHocmu ceudemesiscmgyem o6 omcymcmeuu HapyweHul 8 cmpykmype 2eHa CYP17A1,
00HaKo He Uckroyaem duacHo3a aunepaHOPO2EHUU U Opyaux ee 2eHemMUYeCKUX MPUYUH.

Monumopdunam rs700518 reHa CYP19A1 He
o6HapyxeH

Monumopdunam T-34C (rs743572) reHa CYP17A1 He
obHapyxeH

KonuuecTtso
(tttta)-l‘IOBTOpOB B TeHe KonwnuecTso (tttta)-nosTopos B reHe CYP11A1 paBHO
Hucro (tttta)-nosTopos B rexe CYP11A1 CYP 11A1 pasHo 4/6 - 4/4, 4/6, 6/6 - HopManbHas akTUBHOCTb hepMeHTa
HOpMalribHaA akTUBHOCTb

depmeHTa

MHakTmBaums (namoHunsaumus) X-xpomMocombl HecnysanHon
na VIarHL(lJCTVlKVl n VIHVIHU.6ecrlnopMﬂ MHaKTnBaLuunmn HecnyyanHon nHaktneaumm X-xpoMOCOMbI

Ans A P Ansty X—XpOMOCOMbI o6HapyXeHo He 6biro.

XKEeHLWWH
0oBHapy>keHo He 6bIno.

OmpuyamerbHbil pesynbmam uccredosaHusi 208o0pum o CryyaliHol uHakmueayuu X-XpOMOCOMbI, MO eCmb O PagHOBECHOM U CUMMEMPUYHOM MemunuposaHuu
8mopoli X-XpoMoCcoMb! y XeHUWUH. Mpoyecc uHakmusayuu X-XxpOMOCOMbI 8 HOpMe OOMMKeH HOCUMb Criy4YaliHbil Xapakmep, U yposeHb cisuea uHakmusayuu He OO/mKeH
npesbiwams 65%. OOHaKo 8 cusy 3MOPUOHaIbHBIX, AMUSEHEMUYECKUX (hakmopos U ghakmopoe 8HelHel cpedbl, @ makXe namo2eHHbIX 8apuaHmos 8 MPOMoOMmope 2eHa
Xist pagHosecue moxem cmecmumscsi. OUeHKa yposHsi HecryqalHol uHakmueayuu npoeodumcsi 05151 OUEHKU neHempaHmHoOCmMu U 3KcripeccusHocmu X-cuyerneHHbIX
peueccusHbIx U OOMUHaHMHbIX 3abonesaHull y XeHWUH. Takxe crydaliHas akmusayusi X-xpoMocom (cosue uHakmueayuu He 6onee 65%) nosgonsiem UcKnoYUMb 0OHY
U3 2eHemuy4ecKux fpu4yuH HapyweHul ¢onnuKyrno2eHe3a u CUHOPoMa MoIUKUCMO3HbIX Au4HUKo8. OOHaKo OaHHbIU pe3yrnbmam He uckidaem Opyaue npuYuHb!
6ecrnnodusi, nepsuyHoU AUYHUKO80U HeAoCmamoYyHoOCMuU U eurnepaHopo2eHuU.

Konnyectso
CAG-nosTtopos: 20/21.

HopmanbHble 3HavyeHusi OnuHbl eapuabenbHoeo peeuoHa 2eHa AR (18-26 CAG-nosmopos) c 8bICOKOU 8eposimHOCMbI0 ce8udemeslbcmeyom O HopMarnbHoU
80CMPUUMYUBOCMU PEUENMOopPo8 K aHOpo2eHaM, a makxe UCKToYaom Hanudue y uccrnedyemoeo bonesHu KeHHedu.

l'eH AR nokanudyemcs Ha X-xpomMocome u Kodupyem aMuHOKUCIOMHYIo nocredoeamesibHoCmb aHOpO2eHO08020 peyenmopa, akmusupyroweaocs nod eosdelicmauem
MYXCKUX M0/I08bIX 20PMOHO8 (mecmocmepoHa u AuaudpomecmocmepoHa). OCHOBHbIMU GhyHKUUSIMU 3mOU epyrnbl 20pMOHO8 A8/Iiemcsi pa3sumue nepsuydHbIX U
8MOPUYHBIX MY>XCKUX MOJI08bIX MPU3HAKO8, a makxe criepmamozeHe3. B ceoem cocmase 2eH AR codepxum 8apuabesibHbili pe2UuoH, COCMOoSWULl U3 nosmopsIoUUXCs
rnosmopos CAG (4umo3uH-aleHUH-2yaHUH), KOIu4ecmeo KOmopbIX MOXem 8 HOpMe 8apbuposams y pa3Hbix model. Konuyecmeo CAG-noemopos 8 eeHe AR obpamHo
MPOMNOpUUOHaIbHO akmueHoCmu KoOupyemozo peuenmopa. TaK, yeenuyeHHOe YUCIO accoyuUpo8aHO CO CHUXEHHOU akmueHOCMbI0 peyenmopa, Ymo moxem 6bimb
MpUYUHOU  HapyweHuUsi criepMamozeHes3a y MYyX4uH, a, Harnpomue, CHUXeHHoe npedpacrionazaem K CUMIMOMOKOMIIIIEKCY aurnepaHopo2eHuU Yy XeHWUH U
20PMOHO3a8UCUMOMY paKy rnpedcmamesibHoU Xene3bl y MyX4uH. YcrnosHol Hopmol Ornisi 3moeo rokasamesisi cqumaemcsi duana3oH 18-26 CAG-nosmopos. B amom
crlydae MOXHO 2080pUMb O 2eHEemMUYEeCKU HOPMasibHOU 4Yy8cmeumesnsHOCMU Peuermopos K MYXCKUM M0/108biM 20pMOHaM. Komuyecmeo 8bisi8reHHbIX 108mopos
MOXem 8apbupoeama, Ymo Ces3aHo C MeXHUYECKUMU 0CO6eHHOCMAMU MposedeHust Uuccriedo8aHusl.

Yucno CAG-nosTopoB B reHe AR 18-26 CAG-nosTopoB
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23,3 X-B3BELIEHHOIO

OvnannenbHOro aHa4YeHns
>22 X-B3BELUEHHOro GuannenbHOro 3HavyeHus Ymucna

X-B3BelleHHoe cpeaHee brannensHoe uncna CAG-nosTOpOB B CAG-nOBTOPOB B rete AR- HopMansHas
sHadenve reHe AR - HopmanbHas BOCMPUUMYMBOCTL peLienTopa K aHaporeHam
BOCMPUMMYMBOCTb

peLienTopa k aHgporeHam

OmpuyamenbHbIl pe3ynbmam uccriedosaHusi OnuHbl eapuabernibHo20 hpasmeHma eeHa AR ¢ 6onbwoli 8epossimHocmbio ceudemernibcmeyem O HOpMasbHOU
80CMPUUMYUBOCMU PEUEnmopo8 K aHOpozeHam.

Cywecmesyem obpamHasi ces3b MexAy KO/Iu4ecmeom oemopos 8 eeHe AR U €20 akKmugHOCMbio (60/1bWOe YUCIO 08MOpPO8 KOPPEIupyem ¢ MeHbwel akmugHOCMbI0
2eHa). [ns 6onee moyHOU OUeHKU akmueHocmu peuenmopa AR MpUHSAMO ucrnofnb3o8ame UHMe2pasnbHbIl Mokasamerb, yYumbiéarouuli (heHOMeH UHakmusauyuu
X-xpomocombl — X-g838eweHHoe 6uannenbHoe cpedHee 3HadeHue CAG-nosmopos z2eHa AR. [lpu 3Ha4yeHuu 3mo20 rfokasamesnsi eblwe 22 ¢ 8bicokou donel
8EPOSIMHOCMU MOXHO 2080pUMb O HOPMaITbHOU 80CHpUUMYUBOCMU MKaHel Kk 8030elicmeuto aHOPO2eHO8.

OdHako ompuyamerbHbIl pesynbmam mecmuposaHusi He UcKYaem Ouaz2Ho3a aurnepaHOpO2eHUU Uu CUHOpPOMa MOMUKUCMO3HbIX SUYHUKOS. [ns nocmaHosKu
duacHo3a pekoMeHA08aHO oueHuUsamb AaHHbIe Ucciedo8aHUs 8 COBOKYNHOCMU € BUOXUMUYECKUMU roKa3amesnsamMu U KITUHUYeCKUMU OaHHbIMU MpU yYacmuu sleqau,e2o
epayva.

Hwuskunii puck

3akrtoyeHne HacnegcTBeHHoW popMbl

rmnepaHgporeHnmn
lMony4yeHHble OaHHble 06 OCHOBHbIX 2eHax, ydacmeyrwux 8 cuHmese u memabonusme aHOpoeeHos (AR, CYP11A1, CYP17A1, CYP19A1), ceudemenbcmsyrom o
HU3KOM pUCKe 2eHemu4ecKu-accoyuuposaHHol ¢hopmbl 2unepaHOpoO2eHuU.
BbisienieHue 2eHemu4ecKux MpuyuH aurnepaHopo2eHUU Sensemcsi KOMIMIeKCHbIM MecmoM, KOmopbIll OueHusaem pasfuyHble 38eHbs CUHMe3a U peuernmopHo20
arnnapama aHOPO2eHO8 8 Op2aHU3Me XeHUWUHBbI.
Kaxdoe u3 00uHOo4YHbIX uccnedosaHuli Modughuyupyem 8eposimHOCMb Halu4usi 2eHemu4yecku 0emepMUHUPOBaHHbIX MPUYUH COCMOSIHUS, 0OHaKo UHmMepnpemuposams
mecmuposaHue credyem & COBOKYMHOCMU ¢ OaHHbIMU 20PMOHAIIbHO20 cmamyca, UHCMPYMEeHMarbHbIX UccredosaHuli U KIUHUYeCKo20 cmamyca nayueHmku npu
y4Jacmuu nevauje2o epava.

Bpau KOJ1: OpobpeHo: OATA OQOBPEHUA

Cuctema ynpaBrneHus n MeHemKMeHTa kayectsa nabopatopun ceptudumumpoBara no ctangaptam FOCT P UCO 15189.

TNaGopaTtopus perynspHoO NpoXoAWT BHELLHIO OLEHKY KayecTBa KIMHUYeCknx nabopaTopHbix nccnefoBaHuil no otedectseHHbIM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siensetcst YneHom accouvaumm "®eaepauums JlabopatopHoin Meauumhbel”, cotpyaHunkm OO0 «Xpomcuctemcllab» BxoaaT B
cocTaB KoMUTeTa Mo XxpomaTorpadryeckum MeToaam UCCNeA0BaHUi U XpoMaTo-Macc-CriekTpOMETPUN.
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WV - BaHHbiii nokasaTenb HaXOAUTCS B HUXHEN rpaHuLe HOpPMbI, pekoMeHayeM 0BpaTuTh Ha Hero BHUMaHMe.
- [laHHbIii NokasaTterlb HAXOAMTCS B BEPXHEN rpaHnLe HOPMbl, pEKOMEHAYeM 06paTUTb Ha Hero BHUMaHue.
e - [JAHHbIN NOKa3aTeNb HUXKE HOPMbI, pEKOMeHAYeM 06paTUTLCA 3a KOHCYMbTaumuen K CneuuanucTy 1 BOBPEMSi OTCIIEANTL M3MEHEHUS.

+ - [aHHbIi NokasaTerb Bblle HOPMbI, pekoMeHAyeM 06paTUTLCA 3a KOHCYMbTaumuen K CreuuanicTy 1 BOBPEMSi OTCIIEANTb U3MEHEHUS.

PeSyJ'IbTaTbI aHanu3oB He SBMATCA AMarHO30M, HO MOMOraloT B €ro NocTaHoBKke. He nbiTaiTech NHTEPNPETUpPOBaTh MX cCamocToaTenbHO. MHorve nameHeHns
nHanBuayanbHbl, MOMOYb pa306paTbc;| B HUX MOXET TONbKO crneunanucr.

Pe3yﬂbTaTbl, KOTOpble 0T06pa)KeHbI B BUOE 4YMCNa CO 3HAKOM <, HeOﬁXO,ClMMO pacueHnBaTb Kak pe3ynbTaT MeHblue npegena KonuyectBeHHOro OGHapy)KeHMil MeToaukn n o6opy,qoaaHm| Ha
KOTOPOM BbINONHANCA aHanus.
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