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DenapraMenT 3npaBooxpaHeHns r. Mockesl

®UO naumeHTa:
CTpaxoBoWi noauc:
Appec:

3aKasuuk:

Buz 6uomaTepmrana: Kposb 13 BEHbI
Pe3ynbTaTt uccnepoBaHuA B AOCTaBAeHHOM npobe

FeHeTUuecKoe uccnepgoBaHue

MapameTtp Pe3synbTat

MNpumeyaHne

[aTa poxgeHua:
MNon:
AnarHos:

Ne UB:
[aTa noctynneHua:

Homep wrpux-koga: 0301232007845
Hopma KommeHTapwmii

[na HTepnpeTaumm NoayyYeHHOro pesynbTaTta PEKOMEHAOBAHA KOHCYbTALLMA BpaYa-reHeTuKa.
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3aka3 Ne

Pewyanrar:

NaymenT:

I'en Hanaume rewa Bapuaut lenorvun | buosormueckan @y
CYPI9A] | Aposarasa; lluroxpos P450, cemefi- | 2.513027750GA; c- | G/A Nouswennas AKTHB-
creo 19, nogcemeiictso A, ponmnen- | 30+357200>T HOCTE thepuenTa
mal;
ESRI (o) | Dcrporenoswit penenmop | (amwda) Pvull Polymorphism; | T/T Hopuanugas wyecTEH-
¢ 433 397T>C TEARHOCTE PEHETTOPOR
ESRI1 (n) | Dcrporenossii penenrop 1 (amsda) Bigl Polymorphism; | G/'G Hopusamumas wyecran-
c.1TR2G=A TEARHOCTR PEUETTOPOR
ESR2 (J) | Scrporencawit pesenrop 2 (Gera) £.64233098(>T. T [lonmkensas Cpec-
c.*30G=A CHE PEUCITOPOR
PGR llporecreposonsii peentop PROGINS: CiC Hopaamuuas gyecTes-
2 101062681C=>A; TENLHOCTE PEUSITOPOR
c. 1486G>T
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3aka3 Ne [laumeHT:

Jaknmouenne

CYPI19A1(g.51302775G>A,; C.-
39+35720C>T)

ESRI1 (a)(Pvull Polymorphism; c¢.453-
397T=C)

ESRI (a)(Btgl Polymorphism;
c.1782G>A)

I'en CYPI9AI xoaupyet kmo4esoii depment (apomarasy), HeoOxoaumslii s Guo-
CHHTE3a CTPOreHOB. ApoMarasa KaTalHIupyeT NpespanieHHe TeCTOCTepoHa B ICT-
paaHol H aHAPOCTEHIHOHA B ACTPOH B NepH(epHYECKHX TKaHAX. TakuM 00pasoM,
apomarasa npeacrasnseT coboii epmeHT, oTBeualomMii 3a nepudepHICCKYIO KOH-
BepcHIO anjaporeHoB B actporenbl. Bapumant NC_000015.10:g.51302775G>A rena
CYPI9AI1 accouMHpOBaH ¢ H3IMEHCHHEM AKTHBHOCTH q)epnen'ra‘ BbisBICHHLIH re-
Hotun G/A papuanta NC_000015.10:2.51302775G>A rena CYPI9AI1 ces3an co
CHHKEHHOIl AKTHBHOCTBIO (pepMeHTa apoMaTassl. [eHOTHII ACCOLMMPOBAH CO CHHKE-
HHEM YPOBHA ICTPAJAHONA H COOTHOIICHHS JCTpaaHol/TecTocTepoH B muassme. [Mo-
BbIIEH PHCK CBA3AHHBLIX C HEAOCTATKOM ICTPONCeHOB COCTOSHMIL: rHNepaHIporeHHH
Y ACHUIHH, PHCK Pa3sBHTHA OCTCONOPO3d, HIMCHEHHH IHNHAHOIO npodiuid, Hapyue-
HHA MeTabOIH3Ma ITIOKO3bI (OBBILICHHBIH YPOBEHb ITIHOKO3LI HATOLIAK, HAPYLLICHHE
KJIMPEHCA IT110KO3b], NOBLILCHHBI YPOBEHb IIHKO3HWIHPOBAHHOIO reMOInoduHa).

I'en ESR1 xoaupyeT 3CTpOreHoBkli pelentop THOA anbga - NHran1-aKTHBHPYeMBIi
(akrop TpaHckpumuuu. B orseT Ha jeiicTBHe ICTporeHoR ank(a peuenTopsi 3a-
NYCKalOT aKTHBHOCTE ICHOB, O0CCMNEYHBAIOUMX ClElH(HICCKHH OTBET TKaHeH-
mumeneil. Yepes peuentopsl THna ansa CTPOreHs! 3aycKalOT KIETOYHYIO NPO-
audepauHio, peryIHpyoT MHHEPAILHYIO [LIOTHOCTb KOCTEH H 0OMEH ITIOKO3bL. JCT-
pou (E1) obnasaer HanGonbuiuM CPOACTBOM K OCHOBHOMY ICTPOICHOBOMY peuer-
Topy ER-ov, apyrue ropMoHs! seagiorcs Oonee cnabbiMH aroHHCTaMM. 3cTpaanon
B PABHOI CTENEHH MOKET B3aHMOJCHCTBOBaThH ¢ 00OHMMH THHaMH peuentopos ER-
o u ER-3. Bapuaut ¢.453-397T>C rena ESRI cBg3aH ¢ HIMEHECHHEM YPOBHA JKC-
npeccuu peuenropa. Beiasnennstii resorun T/T papuanra ¢.453-397T>C rena ESR1
CBA3AH ¢ HOPMAJILHOI YKCMIpeccHeil PelenTopoB H HOPMATLHOH YYBCTBHTEILHOCTELIO
PELENTOPOB ACTPOTEHOB THNA anbda.

CreponiHbIe TOPMOHEI H HX peleNnTophl BIHAIOT HA KIETOYHYIO npoandepanmio u
ANQQEpEHUHPOBKY B TKaHAX-MHIICHAX, O0COOCHHO B PENpOAYKTHBHOI CHCTEME H
MOJIOYHBIX JKeJe3ax. DCTPOoreHsbl TAKAKE OTBEYAIOT 33 POCT H MOJACPKAHHE CKele-
Ta, HOpMaIbHOE (YHKIHOHHPOBAHKE CEPICYHO-COCYANCTOl H HepBHOH cicTeM. [en
ESR1 xoaupyeT 2cTporeHoBklil peLenTop THna Anbda - IHraHA-aKTHBHpYeMblii ak-
TOp TpaHckpunuuK. Bapuant ¢.1782G>A cBA3aH CO CHHKEHHEM YPOBHS KCIIPECCHH
peLenTopa, cIeJACTBHEM 4ero MOKeT ObITh CHHKEHHE PENPOAYKTHBHON QYHKIHH KaKk
Y MY&4HH, TaK H KeHuH. [ToBbien pHCK HapylieHuii oOMeHa KaliblHsa, npojanca
OpraHoB MaJIoro Ta3a, OCTeOapTPHTa KosleHeH. [eHoTHN accolHHpoBaH ¢ MHTPEHBIO
Y AKCHIIHH W CHHAKEHHEM KOHUEHTPALMK CIEPMbl YV MY#K4HH. BhisBieHHbIii reHoTHN
G/G sapnanta ¢.1782G>A rena ESRI| cBaA3an ¢ HopMaibHO#H YYBCTBHTEIBHOCTH pe-
nenropos ESR1 (Anuda).
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3aka3 Ne [laumeHT:

ESR2 (3)(g.64233098C>T; ¢.*39G>A)

PGR(PROGINS;
c.1486G>T)

£.101062681C>A;

CrepoHziHEle FOPMOHBI H HX PelenTophl BIHAKT Ha KICTOYHYIO npoiudeparuio
H JMpdepeHIHpPOBKY B TKAHAX-MHILIEHAX, O0COOEHHO B PENpOIVKTHBHON CHCTe-
Me H MOJIOYHBIX *keuse3aX. DCTporeHbl TaKKe OTBEYalOT 3a POCT H IOJIepKaHHe
CKelleTa, HOopMaIbHOe (YHKUHOHHPOBAHHE CEpPACYHO-COCYAMCTON M HEpBHOH CH-
creM. I'en ESR2 koampyer acTporeHoBslii penenTtop - JHraHIi-aKkTHBHpyeMsbli dak-
TOp TPAHCKPHIILHH, €10 aKTHBaumA HHruOHpyeT okono 70% reHoB, peryaHpyeMbix
ERI, sxmiouas redkl, yuacTeylomme & nponudeparmn U setabonmine. Bapuaut
NC_000014.9:2.64233098C>T rena CSR2 accoummpoBan cO CHHXCHHEM YPOBHA
IKCNPECCHH PELIENTOPA H MOKET OLITL CBA3AH CO CHHKEHHEM leFIlUIi:HOCTIl V MVK-
YWH W YRETHYEHHEM DHCKA DATRUTHS PAKA MONOYHON KeNeinl, A TAKKe NORKIIeH-
HOMH CKJIIOHHOCTBIO K OXHPEHHIO, caxapHomy auabery 2 THna. BulspienHblil reHoTHn
C/T sapnanta NC_000014.9:2.64233098C>T rena CSR2 caasan co CHHACHHEM IKC-
npeccui GeTa CTPOreHOBLIX PelernTopoB.

I'en PGR xoaupyeT nporecTepoHOBSIi perenTop - JTHraHa-3aBHCHMEI dakrop Tpas-
CKpHILHK, uMetommii 2 usodopmel - RP-A u PR-B, xoaupyemblie OJHHM IeHOM -
PGR. Peuenropsl nporectepoHa npeacTaBieHbl BO MHOIHX TKaHAX, 0CODEHHO BaXK-
HO HMX 3Ha4YeHHe B PenpoJAVKTHBHOM TPAaKTe, MOIOYHOH Xelneie M LEeHTPaINbHOMH
HepBHOil cucreme. Bapuant NC_000011.10:2.101062681C>A rena PGR menser ero
YYBCTBHTEIbHOCTh K NPOrecTepoOHY BCIEACTBHE HAPYLICHHS [POLIECCOB CBA3LIBA-
HuA uranja obenmu niodopmamu penenrtopa. Buissnennniii renorun C/C sapuanta
NC_000011.10:2.101062681C>A rena PGR cBsi3a# ¢ HOpMAILHOH YYBCTBHTEILHO-
CThIO PCHEITTOPOB K NPOrecTepony.
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3aka3 Ne [laumeHT:

I'en
DYyHKUHS reHa

T'en
DyHKIHSA rena

CYP19A1 Apomarasa; Luroxpom P450, cemeiicteo 19, nogcemeiicreo A, nonunentia I;

I'en CYPI9A1 xoaupyer depmeHT, OTHOCAIMICA K cynepcemelcTry umuToxpomos P450, xotopeie npeactarisioT coboii
MOHOOKCHTEHA3bI, KATAIHIHPYIOIIHE MHOTHE PCAKIIHH, B TOM 9HCIC, CBA3AHHLIC ¢ METabOIH3IMOM NCKAPCTBCHHEIX CPE/CTB
H CHHTE30M XOIECTePHHA, CTEPOH/IHEIX FOPMOHOB B Apyrux aumuaos. beaok CYP19A| nokamusyercs B 3HAOIUIAIMATHYE-
CKOM PETHKYITYMe H KaTaIH3HpyeT NoceiHHe cTaqiu GHocHHTesa 3cTporeHos. MyTauii B 3T0M reHe MOIyT NPHBOIHTE K
VBEJHYECHHIO HIH YMEHBIICHHIO AKTHEHOCTH aPOMATa3hl, YTO BIHSET Ha (DYHKIHH 3CTPOreHOB H KaK MON0OBAIX TOPMOHOB, H
KaK peryistopos pocra u auddepenunposkn kietok. C QyHKUHOHHPOBAHHEM JAHHOTO FE€HA CBA3aHB! TAKHE CHIHATBHbIC
MYTH, KAK KOMIIJICKCHBIH CHIHATBHBIN MYTh PaKa MOIOYHOM Kee3bl M CTEPOMIOIeHe3a B AHYHHKAX.

ESRI1 (o) Dcrporenossiii peuentop 1 (ansda)

I'en ESR1 xoaupyeT 3CTpOreHoBblil PeLenTop - THraHI-aKTHBHPYEMBIi (JaKTop TPAHCKPHILHHE, COCTOSAILIHI H3 HECKOIbKHX
JIOMEHOB, BAXHBIX /IS CBA3bIBAHHA ropmoHos, ces3piBanns JIHK u aktusaumn tpanckpunuun. benok ESR1 nokanmsyerca
B fJIpe, I/le OH MOKET 00pa3OBIBATH FOMOJHMEPL! HIH FETEPOJAHMEPHI C 3CTPOreHOBhIM penentopom 2. Oba peuentopa
BECHMA FOMONOrHYHLL, 0cobeHHO B JomeHax ces3niBanus JHK u cesinianus nuranna. Paznnans Bupaxess! Ha N-KoHIAxX
Oenkos, B JoMeHax TpaHcakTusauui. Oba peuenropa B3aHMOASHCTBYHOT ¢ oanHakoBeiMH yuacTkami JIHK 1 nokassisator
aHANOTHYHYI0 KapTHHY CBA3biBaHHA nuranaos. [locne B3anMoeiicTBHA ¢ THIaH0M I CTPOTCHOBBIE PENENTOPLI NpeTepne-
BalOT KOHQOPMALMOHHBIC HIMCHCHHA CIOHTAHHO JMMCPHU3ALIK ¢ 00pa3oBaHHCcM roMo W/uan rerepoausmcpos. JQinmcpnso-
BAHHLII PELENTOP CBAILIBACTCA C AIEMEHTOM OTBETA B NPOMOTOPHBIX 00ACTAX FEHOB-MHIICHEH, KOTOPLIE NPHCYTCTBYIOT
B WHPOKOM CTEKTPE TKaHEil YEN0BSHECKOTO OPTaHiIMa.
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3aka3z Ne [MaumeHT:

Tem ESR2 () Dcrporenossiii penentop 2 (Geta)
@Dyukuns rena T'en ESR2 komupyeT wieH cemeiicTBa PeLENTOPOB 3CTPOICHA H HAJACEMEHCTBA (JAKTOPOB TPAHCKPHITIHH SACPHBIX pelien-
topos. [Tpoaykr rena coaepaut N-kouuesywo JTHK-cesinpaonyio obnacts u C-koHIEBOH THIaHI-CBA3LIBAIONINI JOMEH
M IUKIMSYCTCH B Rape, umioiesme u ssnoxonapmix. [pn cssseisannn © 17-0cra-3cipaanuios win puacTBCHHBIME
NATaHAMH KOZHpYeMblii 6eNoK oOpasyeT romMo- HIH reTepoIHMEPhl, KOTOPhIE B3IAHMOICHCTBYIOT CO crienH(HYECKHMH No-
cnenoearensHocTaMu JIHK 1na akTHRAIME TPAHCKPHITIHE.

T'en PGR IlporecreponoBsii penentop
@yukuus resa  Ten PGR KoaupyeT reH NpPOrecTepoHOBOrO pelientopa - JAHraHA-3aBHCHMOIO (JakTopa TPAHCKPHIIMK, HMeiomero 2 u3o-
thopmei - RPA u PRB. PRA u PRB onocpenyior pazusiii a3dpext nporecreposa, 3aBucammii ot Tuna Tkasn: PRB tpebyerca
A1 HOPMATTBHOTO PA3BHTHA MOJIOYHBIX KENC3, a PRA - A4 NPAaBHIIBHOID PA3BHTHA MATKH H NOAACPKAHHA PENPOIYKTHB-
Hoil dynxkunn. JledekTsl B 3TOM reHe CBA3AHBI C PEINCTEHTHOCTHIO K NMPOrecTepoHy.

MccnegoBaHme BbIMOHUA:

3am. upeKkTopa no meamuUMHCKoM Yactn Cayukui E. A.

JaTa BbINONHEHMA nccnefoBaHuA:

FocypapcTBeHHOe BloaKeTHOE yupeKaeHue 34paBooXpaHeHus ropoga Mocksbl
"IMOCKOBCKUIA HAyYHO-NPAKTUUECKUIA LLEeHTP 1abopaTopHbIX UcCNefoBaHui [lenapTameHTa 34paBooxpaHeHua ropoga Mocksbl"
OrPH 1027739811770, NHH 7724015205, KMNMN 772401001 Nuvuexsus Ne /1041-01137-77/00367740 ot 12 okTabps 2020 .
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