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ANOOEPEHLUPOBKA MOJIA: HOPMA U NMATOJIOrnA

Ackonvd Anexcanoposuy Matibopoda
(MpxyTcKnmit rocynapCcTBEHHBIN MEAUIIVIHCKII YHUBEPCUTET, PEKTOP — J.M.H., Ipod. V1.B. Manos)

Pestome. B nexuny paccMaTpyuBaroTCs BOIPOCH AuddepeHInpoBKY II07a YenoBeka. Ilofpo6Ho npefcTaBieHbl TeHOTH-
mrdeckoe onpepenenne 1 guddepeHIpoBKa I0/a B Ipoljecce pa3BUTIA B HOPMe 1 IIATOTIOIMI. Y/ielleHO BHUMAaHIE 0CO-
6EHHOCTAM TeHOB I Melio3a Y-XpOMOCOMBI, @ TaK>kKe BOIIPOCAaM MHAKTUBALMY X-XPOMOCOMBL. IIpefcTaBieHbl BapyiaHThI
repmadpopnT3Ma. ABTOp paccMaTpMBaeT psifi MATOIOTMYECKUX COCTOSHMII, CB3AHHBIX C AudQepeHIpoBKoIl I0Ia, B
TOM 4MCJIe CUHAPOM JIOMKOM X-XpoMocoMbl, cungpoM lllepemesckoro-TepHepa, CMHIPOM TeCTUKYIIAPHOI (PeMIHMU3ALUN
u ap.

KiroueBbie cnoBa: nuddepeHunpoBka 1momna, IpoOHOHaA, SMOpIOHaIbHAsI TOHAA, FepMadpOANTU3M, TICeBHorepMad-
POAUTI3M, a300CIIEPMUS, JU3TUHE3NA ANYHUKOB, CMHIPOM JIOMKOJ X-XpOMOCOMBI, KOMIITOMeNINYeCcKas JUCIUIa3us, CUH-
npom lllepereBckoro-TepHepa, CUHAPOM TeCTUKY/LIPHO (peMUHI3ALII.

DIFFERENTIATION OF SEX: NORMA AND PATHOLOGY

A.A. Mayboroda
(Irkutsk State Medical University, Russia)

Summary. The lecture deals with the differentiation of human sex. Details are presented: genotypical sex determination
and differentiation in the development process in health and disease. Attention is paid to the features of meiotic genes
and Y-chromosome, as well as to the inactivation of the X chromosome. Variants of hermaphroditism are presented. The
author considers a number of pathological conditions, associated with sex differentiation, including Fragile X-chromosome,
Turner’s syndrome, and others.

Keywords: differentiation of sex, prononada, embryonic gonad, hermaphroditism, pseudohermaphroditism, azoospermia,
dizgineziya ovarian syndrome, fragile X-chromosome komptomelicheskaya dysplasia, Turner’s syndrome.

Tenornnmyeckoe onpepgenenne u AuddepeHpoBKa moma Knetku Jleiinura ceKpeTupyoT TeCTOCTEPOH, CTUMY/ITUPYIOLINIT

B IpoLecce PasBUTUI dbopmupoBane MesoHepUUECKMX MPOTOKOB B MY>KCKHUe IIO-

Pasnuuus B XpOMOCOMHBIX Habopax camioB (XY) u camok  yoBble mpotoku. Kinetkn CepTonn mpousBOAsT aHTUMIO/IEPOB-
(XX) mexomuTarOmuX GbUIN ITOKA3aHBI €llle HA 3ape pasBUTUs  CKuit (aKkTop, MOAABIAILMII 0OpasoBaHNMe ITapamesoHehpn-
FeHEeTUKI. DTO OTKPBITIUE IIO3BOIUIO CHOPMYIUPOBATb IPOCTOEe  deckoro mporoka. fen SRY (sex — determining region on the-Y)
petenye Ipo6IeMbl OIpee/IeHNsI ITO/IA U COOTHOIIEHNS [IOJIOB  PACIIONaraeTcsi Ha TpaHuIle IICeBOAyTOCOMHOIO ydYacTKa B

IIpY POXKJIEHNM: V-xpomocome (puc. 1 u 2). SRY HeONro SKCIpeccupyeTcs B Ha-
XX x XY Yajle BHYTPUYTPOOHOTO Pa3BUTHA, CUUTAIOT, YTO OH KOJVUPYeT
F XX, XX, XY, XY daxrop tpanckpuniym. [To xpurepusM reHeTku red SRY okBu-
2XX: 2XY BajeHTeH reny TDF.
1:1 IIpucyrcrBue Bropoit X-XxpoMocoMbl B renorurne XX CTU-
Takum 06pa3oM, FeHOTUIINYECKOE OIIpeJie/ieHNe II0JIa IPOUC-  MY/IMPYeT Pa3BUTHE KOPKOBOTO BElleCTBa NEPBIYHON T'OHA/IbI B

XOJIUT B MOMEHT, KOIJ]a TaMeThI CIMBAIOTCA M 00pasyeTcs 3UroTa.  AMYHUK, a TlapaMe30He(ppUIecKUX MPOTOKOB B MATKY, SIfIIeBOJ
Ho npouecc nuddepeHnnpoBKY IPU3HAKOB 11071a IPOUCXOFUT B VM BEPXHIOK YacThb Baranuma. C 8°" Hefe/my recTanuy KOpKOBoe

9MOPHMOHAILHOM IIEpUOJie M HAXOAMUTCA MOf, KOHTPOJIEM B3alIMO-  BeIlleCTBO TOHAJbl HauMHAeT AU(QepeHINpoBaThCA B ANYHMK.
IeVICTBYIOIIMX I€HOB. B ¢ommmkynax nossisaorcsa oBoronun. K Havany 3-ro mecsuna
Brauase popmupyercs mporonasa (9MOpuoOHaIbHasi TOHa/iA)  TeCTalUyt OBOTOHMM BXO/SAT B IIepBOE JIeTieHNe MeTi03a; MPOoIiecc
- 3aK/ajiKa Mo/oBoil >kene3bl. PopMupoBaHMe 3aK/MAfiOK MO/I0-  Meif03a OCTAHABIMBACTCA HA CTA/IMN OBOIIUTA IIEPBOTO TOPSAT-
BOJI JKeJIe3bl IPOUCXOAUT 10 4-it Hepenu smbOpuoreHe3a. Ha Ha-  Ka, KOTOpOe COXpaHACTCS JI0 MOJIOBOTO CO3peBaHMA. Y AeBOYEK
Ya/IbHOM 3Talle OHO ofecrmeynBaeTcsa OFHON X-XPOMOCOMOI,  perpeccrupyeT MeAy/ULIPHOE BEIeCTBO FOHA/BI U Me3oHepude-
II09TOMY MZIET OFJHAKOBO ¥ 9MOPIOHOB C XPOMOCOMHBIM Ha0o-  CKue IpoToKu (puc. 1).
pom XX, XY, X0. ITporonasia MOpQoIorndeckn Hepasandnma y IIpu orcyrcTBMM BTOPOI M0N0BOM X man Y-XpOMOCOMBI
XX, XY u X0 am6puoHOB. Y 4esioBeka SMOpuOHaIbHAs 3aK/Iajka  roHajpl He AuddepeHUPYIOTCA M 3apacTalOT COENUHUTENb-
roHaj 61ceKcyanbHa ¥ COCTOUT M3 OfHAKOBBIX 3a4aTKOB, He-  HOW TKAaHbI. BHyTpeHHMe M Hapy>KHble IO/IOBbIE OPraHbI
3aBUCUMO OT II0/Ia Oy yliero opranusMa. B HUX OJIHOBPEMEHHO  MMEIOT )KEHCKMIT TUII M OCTAIOTCA HeJOPa3BUTHIMU.
IPUCYTCTBYIOT Me3oHedpuyeckre (MIO/IEPOBBI) M Iapameso- s puddepeHIMpOBKM  AUYHMKOB HEOOXOHMMBI  [Be
Hedpuyeckue (BombpOBBI IPOTOKM) — 3a4aTKM ITONOBBIX ITyTell  X-XPOMOCOMbL. Y J>KeHUIMH ¢ cuHpgpomoMm IllepereBckoro-
CaMIIOB 1 CaMOK. TepHepa - (45,X) IpOUCXOAUT HOPMAJIbHOE PAa3BUTNE ANYHUKOB,
InddepenimpoBka 3aKnajoK B MOIOBbIE >KeNe3bl M MOO-  HO HAapYyILIEHO MX (GOpMUPOBAHIE, YTO U NPUBOAUT K JM3TEHe-
Bble OPTaHbl IPOMCXOAUT C 4 1o 12 Hemem0 SMOPMOHANBPHOTO  3UM SANYHUKOB, KOTOPbIE 3apPacTalOT COEAVHUTENbHO TKAHBIO.
PasBUTHA U 3aBUCUT OT BTOPOJi MOTIOBOI XPOMOCOMBI. HecMoTps Ha BBICOKYIO JIeTa/IbBHOCTb SMOPUOHOB C KapMOTUIIOM

ITpucyrcreue Y-xpomocombl B reHortuie XY ompepenser — 45,X BO BpeMs BHYTPUYTPOOHOrO pasBUTHA (CaMblil GOMBIION
pasBUTHE MPOTOHANBI B CEMEHHMKH, @ He B ANYHUKM (PMC. 1).  IPOLEHT CIIOHTAaHHBIX a0OPTOB CpeAM BCeX IeTepOIUIOMAMI
Ten TDF (testis — determining factor) HampaBisieT pasBUTMe 10 IO IOJIOBBIM XPOMOCOMAaM), POXK[EHHbIE C MOHOCOMMUeIl IIO
MY>XCKOMY TuILy. Uepes 6 Hefie/lb IpU HAIMUMM Y-XPOMOCOMBI ¢ X-XPOMOCOME IPOAB/IAIOT MOMHYI0 COBMECTMMOCTD C >KU3HDIO
reHoM TDF menymiapHas TKaHb GOPMUpPYeT TUIMYHbIE ANYKM C  TIOCTIe pofioB. Bomee 99% 6GepemeHHOCTell ¢ KapuoTuioMm 45,X

CeMeHHBIMM KaHabllaMM U KneTkamu Jlefiura, KoTopble CeKpe-  CIIOHTAHHO ITpepbIBaloTcs. OCTaeTcsA HeBbIACHEHHON 4acTOTa BbI-
TUPYIOT TeCTOCTepoH. CriepMaTOrOHNUY, IIPONCXOAIINE U3 TIeP-  COKOI YTPAThl X- MM Y-XpPOMOCOMBI, XOTS ¥ OYEBUIHO, ITO 3T
BIYHBIX IIOJIOBBIX KJIETOK, PACIOIaraloTcs BAOIb CTEHOK CeMeH-  yTpaTa IPOVICXOAMUT IO MPMYMHE XPOMOCOMHOII OLIMOKY Y OTIIA.

HbIX KaHaJIbLI€B BOKPYT OHOPHO—TPO(I)I/I‘{QCKI/IX KJIETOK CepTOJ’II/I. XoueTcst INOAYEPKHYTDb €lle OAHY O4YEeBUMIHOCTb: yTpade€HHbIE
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TeHBI, OTBETCTBeHHbIe 3a deHoTHI cHHApoma lllepereBckoro-
TepHepa, TOMKHBI HAXOAUTHCA KaK B X-, TAK U B Y-XpPOMOCOMe.

C X-xpomocomoit crerer reH ATRX B Xql3,3, myTtanym
B KOTOPOM BBI3bIBAIOT CMHJPOM YMCTBEHHOI OTCTalIOCTH, Ba-
PMAHTHYIO MHBEPCHIO II071a U MOJIOBBIe aHOMamuu y ocobeit XY,
TIPOSIB/IAIONIEC HEOIyIleHeM ANYeK I MUKPOIEHICOM.

B mpouecc anddepeHIMpoBKY TOHaf, T.e. B IIpeodpasoBa-
HIle IepBUYHOI TOHA/Ibl B CEMEHHMK MM B AMYHMK, BOBJIEYEHO
KpOMe TIOJIOBBIX MHOYKECTBO ay TOCOMHBIX T€HOB.

Ten DAXI pactionoxxer B Xp21,3 1 KogupyeT GpakTop TpaHc-
KPUIILIMY, KOTOPBIN UTPAeT J0304yBCTBUTENBHYIO PO/Ib B OIIpe-
IefeHMM 1osa roHaj. JVI36bitok DAXI, BbI3BaHHBIN HyIIMKa-
IVieit, OflaB/IAeT HOPMaIbHOe QYHKIMOHMpOBaHue TeHa SRY u
IPUBORUT K GOPMUPOBAHNUIO AMIHUKOB.

Ien SOX9 B xpomocome 17q B HOpMe 3KCIPECCHPYeTCS B
paHHeM 3MOp1oreHese B IIOIOBBIX Ipebelkax U HeoOXOaMM Kak
TOIIO/THUTE/IBHBII 9/IeMEHT JI1 HOPMaIbHOTO 0Opa30oBaHuUA Ce-
MeHHUKOB. IIpu oTcyTcTBUM OfHOI Koy rena SOX9 cemenHu-
K1 He GOPMUPYIOTCS, U pasBUTHUE UJET 110 ANYHUKOBOMY ITYTHL.
Hynnukanysa SOX9 npuBoguT K MHBEPCUM 1I0JIa IPY KapUOTHIIe
XX, 1.e. u36pTOK reta SOX9, naxe mpu orcyTcTtBum SRY, MOXXeT
IPUBOJYUTD K 00pa30BaHMIO CeMEHHMKa. B TO Jke BpeMs B crydae
myTtanyy B TeHe SOX9 BOSHMKAET ayTOCOMHO-TOMUHAHTHOE 3a-
6omeBaHMe — KOMIITOMeIYecKast AucIuiasusa. Okomo 75% marm-
€HTOB C KapuoTnnoM 46,XY MMeI0T MHBEPCUIO T0J1a U PEeHOTH-
MIYECKN BBITIAMAT KaK JIEBOYKIL.

Ten WT1 pacnonoxxe B 11p13 u koaupyet ¢aktop TpaHc-
KPUIILIMY, YYacTBYIOIUI BO B3auMOfeiicTBUM KneTok Cepronm
n Jlelioyra B MyXXCKMX roHagax. JlommHaHTHBIe MyTamymm WT1
HapyIIalT HOPMaTbHOE PasBUTIE CEMEHHMKOB.

Ten FOXL2 pacnonoxeH B 3q23. MyTauun B rete, o6Hapy-
>KeHHbIE y NAIMEHTOB C CUHApOMOM Oredapodumosa, nrosa un
06paTHOTO SIMKAHTA, MPOABIAITCA BapUALVMAMM OT JM3TeHe-
3UM AVMYHMUKOB JI0 IPEXIEBPEMEHHOTO CTapeHM AMYHUKOB.

Y-xpomocoma: reHbI ¥ 0COOEHHOCTH Mejio3a

Y-XpoMocoMa COfep>KUT HeMHOTO TeHOB, OONBIIMHCTBO W3
KOTOPBIX OTBETCTBEHHBI 32 Pa3BUTIE TOHAJ Vi TIOJIOBO CUCTEMBI.
CrpykTypa Y-XpOMOCOMBI OIpefie/ieHa Ha TeHOMHOM M MoJie-
KYZIAPDHOM YPOBHSAX. B Hell KapTMpPOBaHBI: IICEBJ0ayTOCOMHBIE
o6/tacTy; reHsl, ydacTByomye B onpeneneHun mnona (SRY, TDF);
TeHBbI, OTBETCTBeHHbIe 3a pakTopsl asoocmepmunu (AZFa AZFb
AZFc), 3a ctiepmatorenes (USP9Y) u np. (puc. 2).

IlceBroayTocomHble o6macTu. B MyxckoMm Meitose X- u
Y-XpoMOCOMbI HOpMA/IbHO CITApMBAIOTCs CETMEHTaMM Ha KOHITAX
p-wied u pexoMOuHMpyioT. CriapuBaeMble CETMEHTBI 0003Ha-
JeHBI KaK IICeBI0AyTOCOMHbIe 06macTu X- 1 Y-XpoMocoM. DTn
YYaCTKV MAEHTUYHBI APYT IPYTY U MOIBEPraloTCA TOMOMTOTMIHOI
pexoMOuHaIM. BTopoil IIceB0ayTOCOMHBII CeTMEHT PacIono-
JKEH Ha TeJIOMEPHBIX y9acTKaxX q-1yed X- ¥ Y-XpOMOCOM.

B HopMe X- 1 Y-XpOMOCOMBI OOMEHVBAIOTCS T€HEeTHYECKIM
MaTepyaoM B IIEPBOM Jie/IeHNN Meli03a B IIpefie/iax MCeBIoayTo-
coMHBIX obnmacreit (puc. 3). VHorza, ¢ acroroit 1 cay4ait Ha 20
THIC. POJIOB, PEKOMOVHALIVA TIPOMCXONUT 3a Ipefe/laMi TICeBO0-
ayTOCOMHOII 06/1aCTH P-IIIeda MOTIOBBIX XPOMOCOM JI IIPMBOLUT
K IByM PeIKMM aHOMA/IMAM: MY>K4MHBI — XX 11 KeHIMHbI — XH.
Ecmn pexoMOMHAIMA IPOMCXOAUT HIDKE IICEBIOAyTOCOMHOI
TpaHMUIbI, TOCIefoBaTenbHOCTY SRY 1 TDF MOTYT TpaHCTIOIMPO-
BaTbcsa ¢ H- Ha X-xpomocomy. CriepmaTo3om, CofepKauii Ta-
KyI0 X-XpOMOCOMY, IPUBOAUT K GOPMUPOBAHIIO XX-MYy>KUNHBL.
Ho ecnum mnpowmsoiier OmiogoTBOpeHME CIEPMATO30U[OM,
H-xpomocoma KoToporo notepsina yuactok SRY, ¢popmupyercs
JKeHIIMHa ¢ reHoTunoM XY (puc. 4).

My>xuannst XX, SRY* u xxenmuust XY, SRY™ Bcerga 6ecrinon-
HbL Becrionue y My>K4nH 4aCTUYHO MO>KHO OOBACHUTD OTCYT-
CTBUEM JIOKYcOB (hakTOpoB azoocnepmun (AZFa, AZFb, AZFc),
KOTOpBIE COfleP)KATCs Ha Y-XpOMOCOMe U HeOOXOAMMBI /st HOP-
MaJIbHOTO criepMaToreHesa. becmoane sxeHumH XY, SRY™ 06b-
ACHAETCA OTCYTCTBUEM BTOPOIL X-XPOMOCOMBL.

Tenbl, oTBeTcTBeHHBIE 3a (pakTOpbl a3oocnepmun (AZF).
AsoocriepMmsa — 3TO OTCYTCTBME B CIEPME CIEPMaTO30MIOB,
a  O/Mro300CHepMMUs CHI)KEHNE YUCIAa CIIePMaTO30M/ OB,
IloxaszaHo, uTo Ha Q-mieye Y-XPOMOCOMBI pacHojaraeTcs He-
CKOJIPKO TE€HOB, OTBEYAIONIMX 3a (AKTOPhI azoocrepMun (puc.
2). DTy reHsl IpefCTaBIeHbl TPeMs HellepeKPhIBAIOLIMMUCA 00-
nactamu (AZFa, ASFb, ASFc). B wactHocTy, ob6macts ASFc co-
nepxxut red DAZ (deleted in azoospermia). len DAZ skcnipeccu-
PYeTcs TONbKO B IPEMEMOTUIECKMX TIO/IOBBIX K/IeTKax. [lenenyn
B obmactu ASFc ¢ yuyactuem rena DAZ ABIAIOTCA HNPUYMHONM
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asoocnepMuy ¢ 9actoTon 1 Ha 4000 My>KYMH ¥ BbI3BaHbI PEKOM-
6uHanuaMu. Menee dacTbie menenuu AZFa u ASFb Takke BbI-
3BaHbI peKOMOMHaIAMY. [TofCUNTaHO, YTO Je/elN B g-Iiede
Y-xpomocombl B 10% crmy4aeB CBsA3aHbI C asoocnepmuent, a 6%
— C BBIpaKEHHOII onurosoocnepmueir. [IpyHATO cymuTars, 4TO, MO
KpaitHell Mepe, 4acTb IeeKTOB B CIIepPMATOreHe3e CBA3aHO C BbI-
IIeyKa3aHHBIMM JeTelMAMY, MO0 OIMCaHa TOYeUHasA MyTalus B
rere USPYY (puc. 2), HapyuIamas HOPMaIbHbIl CliepMaTore-
Hes. TakyuM 00pa3oM, MY>X4MH ¢ GeCIIofyeM ClIefyeT KapuoTu-
NIPOBATh, @ B HEKOTOPBIX CAYYasAX — MPOBOAUTH MONIEKYISAPHOE
uccnenosanne H-xpomocom.

X-XpoMOcoMa: MHAKTUBALA,

CHUHJPOM TIOMKOJ XpOMOCOMBI

MuakTuBammsa X-XxpoMocombl. [lOCTOBEPHO yCTaHOBIIE-
HO, YTO B COMAaTMYECKMX KJIeTKaX 3[0POBBIX >KEHIIVH OfHa
X-XpoMOCOMa MHAKTMBMPYETCS B Hadaje 5SMOPUOHATBHOTO
passuTuA. VHakTMBanyua X-XpoOMOCOMBI YPaBHMBAET IKCIIpec-
CMIO TEHOB 3TOJ XPOMOCOMBI y ABYX IONOB. B HOopMme cyme-
CTBYeT paBHAasA BEPOATHOCTb TOTO, YTO KIETKM MHAKTUBMUPYIOT
X-XpoMOocoMy, MONMy4eHHYI0 OT MaTepy /mbo OT oTia. B pan-
Hell 3UroTe aKTUBHBI 006e X-XpOMOCOMBL. B TeueHMe mepBoit
Heyie/ sMOpUOreHe3a HOf, BIVMAHNEM LieHTpa X-MHAKTUBALNU
B nonoce Xql3 ompepnendgercs, Kakas u3 X-XpoMocoM Oyner
MHAKTMBUMPOBaHa. Takasd XpoMOcOoMa CTAaHOBUTCH HEAKTVBHON
X-XpOMOCOMOII Y BCeX K/IETOYHBIX IOTOMKOB, (POPMUPYA Te/Iblie
Bappa B nHTepdasHOM sAfpe.

Y DauMeHTOB C JIONONHUTENbHONM X-XpOMOCOMON BCe
X-XpOMOCOMBI, KpOMe OJHOI, MHAKTUBUPYIOTCA. [loaTomy coma-
THYeCKMe KIeTKM KaK y MY)KUNH, TaK U Y )KEeHIIVH, IMEIOT OTHY
aKTUBHYI0 X-XpOMOCOMY HE3aBICHMO OT 00Iero unciaa X- 1im
V-xpomocom (XX, XXX, XXXX, XXV u gp.) (puc. 5).

JleranbHble MCCIENOBAHUA IOCHENHUX JIET IOATBEPANUIN
IPE/IIONI0OKEHE O TOM, YTO He BCE TeHbI B X-XpPOMOCOME MOfIBEP-
raroTcsa nHakTuBanym (puc. 6). Ha ocHoBannu ananmsa skcipec-
CUM TIPAKTUIECKM BCeX TeHOB X-XPOMOCOMBI ITOKa3aHO, 4To, IO
KpaitHeil Mepe, 15% reHoB 1306eralT MHAKTUBALIMN 1 9KCIIpec-
CUPYIOT KaK B aKTMBHBIX, TaK M B HEAKTUMBHBIX X-XpPOMOCOMaX.
Eme pna 10% reHoB noka3aHa IepeMeHHAs MHAKTUBaLUs, T.e.
VMHAKTMBAINA y OfHUX KEHIUH U OTCYTCTBVIE MHAKTMBAIUN Y
APYTUX. BOBIIMHCTBO TeHOB, 136eralonX MHAKTUBALIUM, pac-
nornoxkeHsl Ha Xp mtede (puc. 6).

TeneTmyeckas u SMUTeHeTYecKas perynanus
X-uHakTHBamyu. VIHTeHCHMBHOE  NCCHENOBaHME  VMHAKTU-
BUPOBaHHBIX X-XPOMOCOM TIO3BONM/IO KapTUPOBATh IIEHTP
X-MHaKTUBAlMY, KOTOpbUL comepxutr reH XisT (puc. 6).
Ten crmenuduyueckoil TPAHCKPUIILMU  VMHAKTMBUPOBAHHOI
X-XpOMOCOMBI OKa3ajCs KIIOUeBBIM YIPAB/AIIMM JTOKYCOM
X-nnaktuBamym. len XisT akcrpeccupyeTcsa TONMBKO B ajienie Ha
HEaKTUBHOJ X-XpOMOCOME, Ha aKTMBHOM X-XpOMOCOME OH OT-
K/TI04€H KaK B MY>KCKUX, TaK 1 B )KEHCKIUX K/IeTKax. [Ipomykrom
rena XisT asnaerca PHK, xoTopas He kopupyer 6€/10K 1 oOcTa-
€TCsl B TECHOII acColMaluy ¢ HEAKTUBHOI X-XpOoMOCOMOit. XOTsA
TOYHBIII MEXaHMU3M JeiicTBMA reHa XisT HeusBecTeH, TOT (akT,
4yTO X-MHAKTUBAINA He MOXKeT IIPOUCXOJUTD B €r0 OTCYTCTBUM,
BeigBuraeT reH XisT Ha polb TeHeTHMYeCKOro I[eHTpa peryns-
nyy X-MHAKTUBAII.

Cpezi  3MMUIeHETHMYECKUX XapaKTepUCTUK X-HeaKTMBHbIX
XpoMoOcoM, Kpome Tenen bappa, mHoKasaHO CyleCTBEHHOE
METUIMPOBaHME IPOMOTOPOB MHOTMX T€HOB B HEAKTUBHOI
X-XpoMocoMe, KOTOpOe CBA3aHO C MOJIeTMPOBAHNEM TMCTOHOBO-
ro xopa. B wacTHOCTH, copepykaHMe rMcToHa macroH2A mMHoro-
KPaTHO BO3pacTaeT B HeaKTMBHOM XPOMAaTHHE ¥ O3BO/IAET Pas-
JIMYaTh pas/MYHble BAPUAHTBI TeHOTUIIOB (pUC. 5).

Cunapom momxkoit X-xpomocomsr. Hanbosee qacras Hacte-
myemas hopMa YMCTBEHHON 3a[ieP>KKIU Y MY>KUMH U SKEHIIVH 1
BTOpasd Mocye cuHapoma JlayHa cpeay BceX NpUYMH YMCTBEHHOI
OTCTA/JIOCTU Yy MY>KYMH IOJY4M/Ia ONpefesieHne CUHIPOM JIOM-
K011 X-XPOMOCOMBI.

Hurorenerndyeckn Ha ydacTke Xq273 BBIAB/IAETCA «JIOMKOE
MeCTO», B KOTOPOM XPOMAaTUH He KOHMIEHCUPYETC B MUTO3€ U
veTko Busyamusupyercsa npu JTHK-tectuposannu (puc. 6).

TeHeTI4eCKMIT aHA/IN3 MOKA3aJl, YTO 3a00/eBaHUe BBI3bIBA-
€TCsl 3HAYMUTENbHBIM yBE/INMYEHMEM YNC/IA TOBTOPOB TPUIIIETA
LITT B HeTpaHCIMpYIOLIel 06/1acTu IepBoOro 3k30Ha rena FMRI
(reH TOMKOCTH M YyMCTBEHHOCTY OTcTanoctu). HopmanbHoe Ko-
JIMYECTBO TOBTOPOB — 10 60, y MallMe€HTOB C CMHAPOMOM JIOM-
KO X-XpOMOCOMBI OOHAPY)XXMBAETCS O HECKOTBKUX THICIY
HOBTOPOB. BhIAB/IEHO, uTO 607ee 200 TOBTOPOB BelyT K M306bI-
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TOYHOMY METM/IMPOBaHMIO IIUTO3MHA B MpoMoTope reHa FMRI.
V36bITOYHOE METHIMPOBAHNE CO3AAeT MPEIATCTBIE KOMIPOBa-
HIIO ¥ KOHJIeHCAlJ XPOMATHA, K CO3[JAHMI0 «JIOMKOTO» MeCTa
B XpoMOcCOMe. Y MallMeHToB ¢ YacToTol oT 60 g0 200 moBTOpOB
tpumwiera LIIT HabmogaeTcst IPOMEXXYTOUHBIIT 9TAIl IIPEMYTa-
LYV CMHZIPOMa JIOMKOJT X-XpOMOCOMBI. DKCIIaHCKA (YBeNnnueHne
YJC/la TPUIUIETOB U, KaK C/IE[CTBUE, UX yINMHEHNE B Npefleax
reHa) IPUBOJUT K IIOTHOI MyTaluy reHa mpu 6ojee 200 Komu-
AX TIOBTOpA B XOJje FaMEeTOTeHe3a y JKeHIMH Y IOYTH HMKOIZa
Y MYXXYuH. Y TIOTOMCTBAa HOCHUTE/IEN IMPeMyTaluy MOXET pas-
BUTBCSI HEBPOJIOIMYeCKOoe 3ab0jIeBaHMe B BIJE MO3)KEUKOBOIL
AMCcYHKINY, U3BECTHOE KaK CHMHAPOM TpeMopa/aTakcuu, clie-
IJIEHHOI ¢ X-XPOMOCOMOI. Y YeTBEPTM >KEHIMH-HOCUTENEN
IIpeMyTalMii pa3BMBAeTCA PaHHEeE UCTOIIEHNE ANMIHUKOB.

TecTupoBaHMe Ha CUHAPOM JOMKO}M X-XpPOMOCOMBI TIpK
muddepeHInaTbHON AMATHOCTIKE YMCTBEHHON OTCTalOCTH Y
MY>KUMH U SKeHIIMH SBJIAETCA Hayubosee JacTBIM IIOKa3aHMeM
mis [THK-ananusa.

IIyspIpHbIii 3aHOC M TEPATOMbI AMYHMKOB. I1y3bIpHBIL 3a-
HOC — 9TO BapMAaHT aHOMAJIbHOI GepeMEeHHOCTH, B IIpoljecce
KOTOPOIT IUTalleHTa IpeobpasyeTcss B MacCy TKaHell, MIMEIOLIINX
CXOfICTBO C BUMHOTPAJHON rpo3fpio (rmpatndopmHas Kucta).
[Tpn aToM smmTenmit BOPCMH XOPMOHA PaspacTaeTcs, a CTpoMa
MIOfIBEPraeTCsl KMCTO3HOMY HePEPOXK/EHNUIO.

PasnuuaroT BapMaHTBI IY3bIPHOTO 3aHOCA, OTIMYAKOIIMECH
IUTOTeHeTNYECKN) 1 110 YIaCTHUIO IUIALIeHTH 11 (VMIV) TKaHeil 9M-
6proHa.

bBonpmMHCTBO IySBIPHBIX 3aHOCOB  MMEKIOT KapMOTUIIBI
46,XX, BCe XpOMOCOMBI IIpM 9TOM MMEIOT OTIJOBCKOE IIPONC-
xoxpenne. IlyspIpHble 3aHOCHI TAKOTO THUIIA BO3HMKAIOT, KOT7A
OfIMH CIIepMATO30M[ C XPOMOCOMHBIM HabopoM 23,X OIIOfOT-
BOpAET ANIEKIETKY, He COfepXKaIlyIo AApa, a YABOEHNE XPOMO-
COM IIPOMCXOZIUT.

KneTkn mysbIpHOTO 3aHOCA ABJAIOTCA UCTOYHMKOM XOPHO-
KapIIMTHOM, TO €CTb 3/10Ka4eCTBEHHbIX OITyXO0JIei, IPOMCXOMAIINX
113 aHOMAJIbHOM IIJIOZHOV TKaHMU.

ITpu BapyuaHTe MysbIPHOTO 3aHOCA C KapuoTunom 46,XX, co-
JeprKallero TO/IbKO MaTepPUHCKIE XPOMOCOMBI, BO3HUKAIOT Tepa-
TOMBI ANYHNUKA, JOOPOKaYeCTBEHHbBIE OIYXOI.

Peructpupyercsas BapMaHT HENOMHOTO IY3bIPHOTO 3aHOCA,
IIpY KOTOPOM KJIETKM TPUIUIOMJHBI U B OOJIBIIMHCTBE CITydaeB
(oxo0710 2/3) [OMOTHUTEIBHBIN KOMIUIEKT XPOMOCOM MMeeT OT-
1JOBCKOe Tpoucxoxpenne. CpaBHeHMe CTy4yaeB OTIJOBCKOTO I
MaTE€PUHCKOIO IIPOMCXOXKIEHUA XPOMOCOM IIOKa3bIBaeT, 4TO
pasBuUTME IJIOfA BCEIZla CEPbe3HO HApPYyLIEHO, HO XapaKTep fie-
(ekToB pasnuyaeTcA. Y4acTue OTI[OBCKOTO Habopa MPUBORUT K
BBIPaYKEHHOMY PasBUTHIO TPOodo6IacTa 1 BATOMY Pa3BUTHIO 9M-
6proHa. YyacTye MaTepMHCKOTO Habopa — K 3aMe[IeHNI0 POCTa
wiofa ¢ puOpPU3NPOBAHHOI I/IALIEHTON.

BapnanTts repmadpopnrusma

Pa3/miyaroT MCTUMHHBIN repMadpoauTU3M 1 HceBgorepmad-
POIUTHU3M.

Victunnpiin repmadpoanT3M 03HAYaET IIPUCYTCTBUE B TO-
HajlaxX KaK AMYHMKOBOM, TaK M TeCTUKY/IAPHON TKaHU Ha (oHe
aHOMaJIMil IOJMIOBBIX OpraHoB. IlceBaorepMapomuThI MMEIOT
B TOHa/laX TKaHb TO/IBKO OJJHOTO IIO7Ia. B 3TOI CBA3Y BBIIENAIOT
JKEHCKUIL ¥ MY>KCKOJI IICeBIOrepMadpoIuTI3M.

JKeHnckne ncesgorepmadppoguThI NMEIOT KapnoTuil 46,XX ¢
HOPMAa/IbHOI AMYHUKOBONM TKAaHbIO, HO C HEOJHO3SHAYHBIMU U/IN
MY>KCKMMM Hapy>KHBIMM TIOJIOBBIMM OpraHaMu. yKeHckuil mces-
porepMadponnTI3M 0OBIYHO BBI3BaH BPOXX/ICHHOI TUIIePIIa3n-
eli KOpbl HaZlo4yeyHUKoB. [Ipy BpoXX/IeHHOI runepIiasum Kopol
HAJIIOYeYHIKOB BO3MOYKEH Je(eKT B T060M U3 OOJIBIIOTO UIC-
na (epMEeHTOB, HO Yallle APYIVX BBIAB/ACTCA HELOCTATOYHOCTD
21-ruppokcunassl (¢ yactoroit 1 Ha 12500 HOBOPOXK/EHHBIX).
Hepocrato4HocTh 21-rMApOKCHUIashl GIOKUPYET HOPMAbHbII
IIyTh CMHTE32a IJII0KO- 1 MUHEPAIOKOPTUKOUO0B. BosHuKaeT ns-
6BITOYHOE KOTIMYECTBO MPeLIeCTBEHHNKOB KOPTUKOU/IOB, KOTO-

Ppble IIepeXOfAT Ha Iy Th 6MOCUHTE3a aH/IPOTeHOB, BBI3bIBAs aHO-
Ma/IbHO BBICOKNIT YPOBEHb aHAPOTEHOB y IIOLOB 0OONUX IOMIOB.
V neBouek popMmpoBaHue AMYHMKOB IIPONCXOAUT HOPMA/IbHO,
HO M30BITOYHAs IPONYKIVA aHAPOTCHOB BbI3bIBAaeT MACKY/IVHI-
3aIMI0 HaPY)XHBIX TeHUTA/INII C YBeIMYeHNeM KIUTOpa U CINA-
HYEM TIOJIOBBIX Ty0, popMUpys Mofo6ye MOMOHKN. Manbunku
VIMEIOT HOPMaJIbHBIe II0JIOBbIE OPTaHbI.

OueHb Ba)KHO MOFUEPKHYTD, UTO CPefM MALMIEHTOB C HeHo-
CTaTOYHOCTBIO 21-rMapOKCcHIashl 25% MMEIOT IPOCTYIO0 BUPUTIb-
HY©O GopMy, a 75% MMeIoT conbTepsoiyo Gopmy 6ome3Hu.
Combrepsitonias GpopMa BbI3BaHa feUIIMTOM MUHEPATOKOPTH-
KOUJIOB, KIIMHUYECKY TsKe/mast ¥ IPUBOANT K paHHEN CMepTH.

IIpn My>kckoM repMadpoauTI3Me TOHABI IIPECTABICHDI
VICK/IIOUUTEIbHO CeMEHHMKAMI, IMeeT MeCTO HeIOTHas MacKy-
JIMHM3ALYA BHYTPEHHMX HOJIOBBIX IIPOTOKOB 1M HAPY>KHBIX Te-
HUTanuit. PasHooOpasHble IPUYMHBI
JIeKAaT B OCHOBE Pa3BUTHUSA IICEBIIO-
repMadpoANTI3MA Y JINL] C KAPUOTH-
oM 46,XY: HapyieHue popmuposa-
HMA CeMeHHMKa B 9MOPUOHAIBHOM
Heproie pasBUTH, AHOMA/IUI TOHA-
JOTPOIIMHOB, HACTIEACTBEHHbIE HapYy-
IeHus: OuocuHTe3a ¥ MeTabomusMa
TECTOCTEPOHA ¥ AHOMAIUU AHAPO-
TeHHBIX K/IETOK-MUIIECHEI.

VINmoCTpaTBHBIM — IIPYMEPOM
cpenyt pasIMYHBIX OPM MYXKCKOTO
repMadpoANTI3MA MOXKET CITYXXUTh
BapMaHT aHOMAJIMil aHJ[POT€HHBIX
PeLIeNTOPOB y MY>KYMH C KapyMOTH-
oM 46,XY, N3BeCTHBI KaK CUHIPOM
HEYYBCTBUTENIBHOCTH K aHIPOTeHaM
(CMHEPOM TeCTHKYILIPHOI peMuHM-
3aLMm).

Xoraknetkn/leitguranopmManabHO
BBIJIC/IAIIOT TECTOCTEPOH, HeUYBCTBH-
TE/IbHOCTh K HeMy BbI3BaHa OTCYT-
CTBUEM aHJIPOTEHHBIX pELeITOPOB
B KJIeTKaX-MMIIEeHAX. B HOpMe 6e/ok
pelieniTopa KORUPYETCS allensiMi B
Nokyce X-CLEI/ICHHOTO peLeNnTopa
aHJpOreHoB. Bermok perentopa 006-
pasyeT KOMIUIEKC C TeCTOCTEPOHOM.
KoMmItexkc «perenTop-recTocTepoH»
CTUMY/IMPYeT TPAaHCKPUIILINIO T€HOB,
Heob6XoanMBbIX s fuddepeHIpos-
KU B MY>KCKOM HaIlpaBIeHII.

YV manueHToB ¢ MyXCKUM KapyOTUIIOM C BHEIIIHe HOpMaJjIb-
HBIMJ >KEHCKVIMY HapY>KHBIMJ IIOJIOBBIMY OPTaHaMy, HO CIle-
IbIM B/IaTajniieM OTCYTCTBYeT MaTKa M (pa/UIONMeBBI TPYOBL.
CeMeHHMKM pPacIoOJIaraloTcs B Ipefe/ax >KMBOTA WM IaXOBBIX
KaHanoB (puc. 7). BcTpeyaeMoCTh HEYYBCTBUTENBHOCTU K aH-
nporeHaM okoso 1 Ha 20 ThIC. HOBOPOXK/IEHHBIX.

Takum 06pa3oM, pasiuyuHble BUAbl HapyeHuit guddepen-
LIYIPOBKY 10714 BCTPEYAIOTCA B HOMY/IALVIN U JOIDKHBI OBITb XO-
POIIIO M3BECTHBI BpadaM 1 6M0/I0raM.

Puc. 7. Y genoBeka ¢
KapuoTtunom 46XY
JKEHCKOe CTpOeHNe
burypsr, >xeHcKe

BTOPWYHBIE ITOJIOBbIE

npusHaku. CuHApOM

HEeYYBCTBUTENBHOCTI K
anpporenam. (L. Pinsky,
McGill University,
Montreal.)

Koudnuxm unmepecos. Aemop sasensem 06 omcymcmeuu
KOHPUKMA uHmMepecos.

IIpospaunocmv uccnedosanus. Viccnedosanue He umesno
cnomcopckoii noddepsku. Vccnedosameny Hecem nommyo omeem-
CMBEHHOCMY 3a Npedocmassienue OKOHUAMENbHOLL BepCULl PYKO-
nucu 8 neuamo.

Hexnapauus o Gunancosvix u uHvIX 63auUM00eliCEUsX.
Asmop pazpabomarn KOHUENUUIO U OU3ATiH UCCIE008AHUS U HANU-
can pykonucv. OkoHuaMenvHas 8epcusi PyKOnucu 6vina um 000-
6pena. Asmop He NOLy4as 20HOPAP 3G UCCTIE008aHLE.

Paboma nocmynuna 6 pedaxyuro: 27.12.2015 e.
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CMHOPOM OBCTPYKTUBHOIO AMMHO3/TUNONHOS CHA: KPUTEPUN CTENEHU TAXKECTH,
MATOreHE3, KNTMHUYECKUE NPOABJIEHUA U METOA4bl ANATHOCTUKU

Onvea Bnadumuposna Anexceesa, Hamanvs Anexceesna Ilnatioep,
Upuna Bnaoumuposua Jemxo, Mapuna Muxaiinosna Ilemposa
(KpacHospcKmit roCyfapCTBeHHbIT MeAUIMHCKIUI YHUBepcuTeT UM. Ipod. B.D. BoitHo-Acenerikoro,
peKTop — A.M.H., mpod. VL.II. ApTioxoB)

Pestome. Cunnpom o6CTpyKTUBHOTrO arHos/rumnonHod cHa (COAT'C) sABnAeTcs pacnpoCTpaHEHHBIM 3ab0/eBaHyeM
C M3BeCTHBIM IIaTOTeHe30M, STUOIOrHelL, akTopamu prcka. [Jo HeaBHero BpeMenn Ajist onpenenenus crenenun COAI'C
OLIHVBAJICS MHIEKC aITHO3/TUIIOIHOY, HO IIPOTHOCTIUYECKas LIEHHOCTD OIpefe/ieH s MHeKca alHoa/runonHos (MAT) pia
oneHKY TspKecty u crpatnduxanum prucka COAT'C saBnsercs Huskoit. Knnuudeckn crenens tsoxectn COAT'C He Beer-
ma xoppemupyeT ¢ VIAIL Tak Kak HEOOXOAMMO YYMTBIBATh BCe OCIOKHEHMA VI COCTOSHMA, KOTOpble BOSHUKIM Ha (OHe
COATC.

KiroueBble coBa: 06CTPYKTMBHOE allHO3/TUIIONHO CHA, IMOMMCOMHOrpads, KapAuopecIpaTOpHblil MOHITOPUHT,
MHJIEKC alTHO3-TUIIOTTHO, ecaTypanys.

OBSTRUCTIVE APNEA/HYPOPEA SYNDROME OF SLEEP: CRITERIA OF SEVERITY,
PATHOGENESIS, CLINICAL MANIFESTATIONS AND METHODS OF DIAGNOSIS

O.V. Alekseeva N.A. Shnayder, 1.V. Demko, M.M. Petrova
(Krasnoyarsk State Medical University named after Prof. V. F. Voyno-Yasenetsky, Russia)

Summary. Obstructive sleep apnea / hypopnea is a common disease with a known pathogenesis, etiology, risk factors.
Until recently, to determine the extent of SOAS index of apnea / hypopnea was estimated, but the predictive value of the index
of apnea / hypopnea index (AHI) for the assessment of the severity and risk stratification of SOAS of is low. Clinically, the
severity of SOAS is not always correlated with AHI, since it is necessary to consider all the complications and conditions that
occurred on the background of SOAS.

Key words: obstructive sleep apnea, hypopnea, polysomnography, cardiorespiratory monitoring, apnea-hypopnea index,
desaturation.

CunppoM 06CTpyKTUBHOTO anHod/runonHos cHa (COAI'C)  0CTaHOBKM JibIXaHMA JIUTETbHOCTDIO, IO KpaiiHell Mepe, 10 cek.

— COCTOsIHME, XapaKTepu3yIolileecss Ha/IM4IMeM Xpalla, IepUOfI- € yMEHblIIeHNeM II0TOKa Bo3fgyxa Ha 30% 1 6oree, ¢ acconmmpo-
YECKMM CIIaJ€HUEM BerHI/IX JObIXaTCIbHBIX HyTe]‘/‘I Ha ypOBHe BAHHDBIM ITIaJICHMEM HACBIIICHNA KpOBI/I KI/ICTIOPOI[OM 23%(/16(:3—
[JIOTKY M IIpeKpallleHyeM IeTOYHOI BeHTW/ISILMY TIPY COXPaHsA-  Typalys) WM PeakUusAMI aKTUBALVMN / IPOOYXAEeHUAMI, 3ape-
IOLVIXCS ABIXATeIbHBIX YCUINUAX, CHIDKEHNEM YPOBHA KUCIOPO-  TMCTPUPOBAHHBIMI Ha 9/IeKTPOdHIIedanorpaMMe, KOTOpble He-
Ia KpoBu, rpy6oit pparMeHTaIell CHa U M3OBITOYHOI THEBHOI 00XOIMMBI JIA IIOBBIILEHM TOHYCA MbIIIL|-A1IATATOPOB ITIOTKI
COHIMBOCTDIO [22]. ¥ OTKPBITVS IPOCBETA BEPXHYIX JABIXAaTe/IbHBIX Iy Tell IJISI ITOCTY-

CornacHo AMepUKAHCKOIl AKaJeMmy MeIWUIMHBI CHa [36],  TUIeHMs BJierkue Bo3pyxa. OOlienprisHaHHBIM KPUTEPUEM CTeTle-
(American Academy of Sleep Medicine Manual for Scoring Sleep,  uu TsKecTt COACI ABnAeTCA MHAEKC anHO3/TunonHod (VIAT)
2012.) 06CTPYKTUBHOE AITHOS IIPEACTAB/ISIET COOOI AMM30f OCTA-  — CYMMAapHasl 9acTOTa allHOd I TUIIOMHOY B yac. CYuTaeTcs He-
HOBKY JIBIXaHMs C YMEHbIIEHNEM [IOTOKa Bo3ayxa Ha 90% u 60-  11e71eco00pasHbIM HOCYNTHIBATD OT/{EIbHO KOMNYECTBO allHOA U
Jiee, AIUTENBbHOCTBIO 10 cek. 1 6oriee, C MOCTERYIOMVIMY YCUIUsI-  TUIIOIIHOI, TAK KaK OHY HECYT CXOXKIe PUCKIU B OTHOIIEHWN pa3-

MU AbIXaTE/IbHBIX MBIIIL, HAIIpAaB/ICHHbIMI Ha BOCCTAaHOBJIEHNE BUTHNA CEPACIHO-COCYAVICTDIX U MHBIX ocnoxkHeHnit. B HacTos-
IObIXaHUA. TunomnHos IpencTaBiIAeT coboit 9MM30]] HEINOJIHOM miee BpeMAa 6OBIINHCTBO MEXAYHapOAHBIX KOHCEHCYCOB I KN -
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Pucynku k crarbe Maitbopopa A.A. «[Iuddepennnpoka moma: HopMa U MaTOTOTH»

SRY reH
B oTtcyTtcTBME Y-XpOoMOCOMbI
chakTop, onpeaensoLuii 3urota o
pasBUTUE CEMEHHUKOB,
He BbipabaTbiBaeTcs

CeMeHHUK-onpeaensiowmii aktop
SBNAETCH NPOAYKTOM reHa,
Haxopsierocst Ha Y-xpoMocome

X X OmbpuoHanbHble X Y

roHagbl
OtctyTcTBure CeMeHHMK-onpefenstoLLnii
CeMeHHUK- ‘ ¢>a|(rop nHayumpyeT
onpeaensioLiero | paspacTaHue meaynsbl ¢
hakTopa no3BonsieT nocregywoLmm
KopTekcy “ (HhOpMMPOBaHNEM CEMEHHNKOB
3amBproHanbHbIX
roHan Koptekc
cchopmmpoBaTb Megynna
SANYHUK
~ ToHape! nocre
/\2 AnyHuk %‘nmq)d)epeHuMpOBKM
\
Q /,\ "N /} CeMeHHuK
\\,/ {/ \Q‘\\% ‘
\
OrcytcTaue / CeMeHHMKM BblpabaTbiBatoT
TeCTOCTEepOHa NpnBoanUT TECTOCTEPOH - FOPMOH,
K pas3BuUTUO OpraHn3ama UHULMWPYIOLLNIA pasBuTue
MO >XeHCKOMY Tuny aMBproHa MO MY>XCKOMY TUMy
Pa3BuTHue opraHusma Pa3BuTue opraHusma
MO XXeHCKOMY Tuny Mo MY>XCKOMY Tuny

Puc. 1. Cxema popmupoBanus 1 1udPpepeHInpOBKU MYKCKUX U )KEHCKUX TOHA/I.

obnacTtu, npucyTCcTBylOLWNE Y

—— [lceBooayTOCOMHbIN pErMoH
MYXYMH C KapuoTunom XX

SRY
obnacTtu geneTupyemMble y
XeHLWMH ¢ XY
——— LUeHTpomepa \
USPOY ] AZFa
11.21
H%g > obnacTtu geneTnpyemble
' :| AZFb npu asoocnepmmm
2 DAZ rebi 7] AZFc
\

> [eTepoxpoMaTUHOBbIN PErMoH

J lMceBooayTOCOMHBIV PErMOH

Puc. 2. HekoToppble reHbl U peruoHbl Y -XpOMOCOMBI, YYaCTBYIOLIME B ONPEICICHUH M0J1a,
WMHBEPCHUU T0JIa U B HAPYIIEHUSIX CIIEpMaTOreHe3a.



Pucynku k cratbe Maitbopopa A.A. «[Iuddepenunponka 1mona: HopMa 1 MaTOJIOTUA»

HopmanbHbin
0o6MeH B nepBom
neneHun menosa

X J L Y
lMceBaoayTOCOMHbIN

4 pervoH
SRY Y4yacTok ¢ pegkum
TDF KPOCCUHIOBEPOM
CuenneHHbINn ¢
Nofom pernoH
X-nY-
XPOMOCOMbI
Yq
Xq
: —
v

Puc. 3. X- 1 Y-XpoMOcOoMbI B HOpME
PEKOMOHMHUPYIOT B Mpezenax
TICEBA0aYTOCOMHOTO cerMeHTa Xp/Yp Bo BpeMs
MY’KCKOT'O Meiio3a.

HHCNO MHAKTHBMPOBAHHBIX
X-xpomocom : 1 2 3 4

SRY SRY
TDF TDF
PeKOM-
GuHauus

XY

My)KCKOI/I JKEHCKMI

Puc. 4. Ecnn pexoMOMHALMS TPOMCXOIUT HIXKE
TICEB/10ayTOCOMHON TPaHMLIBI P-TLIeYa,
TOCIIEIOBAaTENBbHOCTH, OTBETCTBEHHBIE 32 MYKCKYIO
nosoByt auddepenuuposky (red SRY, TDF),
MOTYT TPAHCIOLUMPOBATHCS € Y- HAa X-XpOMOCOMY.
CriepMaTo30u1, CoiepKaIHi TaKyr X-XpoOMOCOMY,
NPUBOIUT K popMHUpoBaHHI0 X X-MY/KUHH.
OmnyI010TBOPEHNE CIIEPMATO30HI0M, COZIEPIKAIIIIM
Y-xpoMmocoMmy, noTepsBLIyI0 yyacTok SRY,
npuBOIUT K XY-KEHILMHE.

Puc. 5. YdacTku sipkoii roopecueHunu
YKa3bIBalOT Ha IMPUCYTCTBHE T'HCTOHA macro H2A,
CBSI3aHHOTO C HEAKTHBHBIMH XPOMOCOMaMH, U
YHCII0 HEAKTUBHBIX X-XPOMOCOM B KapHOTHIAX
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Chadwick, Duke University Medical Center).
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