INVITRO

®PNo
Mon: My
Bospacr: 34 ropa
NH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[JaTta noctynneHuns obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
leH SRY M. CM.KOMM MpoBoAMNOCh UCCNEN0BAHNE Ha NPEAMET BbisiBNieHWs1 HapyLieHui

JeTepMUHALIMM nona.
Pe3ynbTaT npuniaraeTcs Ha OTAENbHOM BnaHke.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHUE UCCEeN0BaHNS COAEPXUT CCbISIKY Ha CTPaHMULY caiita
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0BAHUSA

MH3 999999999

®.11.0., 1987 r. p., oo6cnenoBancs B OO0 «Hezasucumas nadboparopuss MHBUTPO» ¢ nensio ¢
IEIbI0 BBIABICHUSA MyTanuii SRY-reHa, NPUBOMSIIMX K HAPYIICHUIO JCTCPMHUHAIMM I10JIa
(mpouie Ne 7903SRY).

Knrouesyro ponv 6 demepmunayuu mysxccko2o nona céaszvisaiom ¢ gyukyueil 2ena SRY (Sex-determining region Y chromosome), m. k.
Mymayuu 8 3mom 2eHe npugooam K pazeumuro XY «uucmoily ouceenesuu coHao npu xapuomune XY, mozoa Kax e2o npucymcmesue y
boabHblx ¢ XX unsepcueii noaa accoyuupyemcsi ¢ pa3gumuem MysHcckoeo peHomuna, a y 00avuvix ¢ cunopomom Lllepewesckozo-Tepuepa
— C NPOSABNEHUAMU 2epMaAPPOOUMUsMA.

T'en SRY pacnonosicen 6 Y-xpomocome. B npoyecce metiomuueckoeo oomena mexcoy X- u Y-xpomocomamu yuacmox Y-xpomocomul,
cooepocawuil 2en SRY, moowcem 6vimv nepemewgern Ha X-XpoMOCOMY, YMO MOdICEm NPUGeCmMu K 00PA308aHUI0 NOIOBbIX KIEMOK,
YUACMBYIOWUX 8 ONI000MBOpeHuU, ¢ Y-xpomocomou, ympamusuteti 2en SRY, u X-xpomocomoti, necyweii smom eet. Ilpu onnooomeopenuu
MaKumu 2amemamu AUYeKIemKU BO3MONCHO pPONHCOeHUue MYyd*cuuH ¢ xapuomunom XX c mpauciokayueti 2ena SRY uu orcenwun c
xapuomunom XY, Ho ¢ deneyueii eena SRY.

Ipu napywenuu oughgepenyupoexu nona y pebenka ucnoibsylom memoo uoenmuguxayuu eena SRY u noucka mymayuii 6 nem, a maxaice
eena amunoeenuna (AMG), nexcawjeco na X-xpomocome u e2o ananoea, nedxcawjeco na Y-xpomocome (AMGL).

B o6paszue IHK oGcnegyemoro npoBeieH MOUCK MyTallMi B KOAUPYIOIICH MOCIEI0BaTEIbHOCTH
rena SRY MeTonom npsiMoro aBTOMaTU4e€CKOro CEKBEHUPOBAHHS.

MyTtanuu He o0Hapy:keHbI (BapuaHT N/N).

AHK ®.N.0. reH SRY

12466 MaToreHHbIX WM BEPOSAITHO MAaTOrMEeHHbIX BapWAHTOB He
0BHapy>eHo

Y4uThIiBasi, 4TO HapYyIICHUS TTOJIOBOM MU PEPCHIMPOBKU BCTPEUAIOTCS TIPU APYTHUX 3a00JICBAHMIX
(B wactHOoCcTH, pu MyTanusax B reHax MAP3K1, ZFPM2, NR5A1, CBX2, NROB1, AKR1C2,
AKRIC4, DHH wu np.) menecoobpa3HO pemMTh BOMPOC O TMPOBEACHUM IK30MHOIO
CEKBEHUPOBAHMSI, TTO3BOJISIONIETO MPOBECTH OJTHOBPEMEHHBIN MOUCK MyTaIlui B OOJIBIIIOM YHCIIC
reHoB. B OO0 «HezaBucumast nmabopartopus UHBUTPO» manHoe uccnenoBaHue B HACTOSIIIEE
BpEMs HE TTPOBOJIUTCH.

[Tpu HEoOXOAMMOCTH TIOTYUSHUS TOTIOTHUTEIHLHOM HHGOPMAIUH 110 pe3yIbTaTaM 00CJIeI0BaHUS
PEKOMEHIYeTCSl KOHCYJIbTALHMS Bpauya-TeHETHKA.

K.M.H., Bpau-reHeTnK ML.IL. / Iloanuck Bpaua



