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o4vyeBnagHoO, 4UTO
andpdepeHUMpPoOBKa Nona
NpoOMcxoamnT Ha HECKOIbKNX
YPOBHSAX: 1) reHeTUYEeCKOM;
2) roHagHOM; 3) ropMOHanbHOM;
4) deHOTUNMNYECKOM;

5) NCUXOINOrMYEeCKOM.
HacnencTBeHHbIe HapyLUeHUA
Ha KaXXOoM U3 3TUX YPOBHEN
MOryT NpUBOOUTb K
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Imaribl co3pesaHUusi Nosio8bIxX
K/1emokK



KNEeTKU MOryT ObITb OOHaApY>XeHbI B
NnepBUYHOU NOJIOCKE yXKe Ha 16-18
OEHb pa3BUTUA, a X eTepMUHaLINA
NPOUCXOAUT eLLe paHblLue. 3aTem
OHW OO0 MUTPUPYIOT, Nonagas B
XXENTOYHbIN MELLOK, SHTOOEPMY
cpeaHeun KULLKN N Ha 6-0U Hegene
PA3BUTUSA —

B NONOBbIe Baruku (3a4aTky roHaa),
roe npeobpasyroTcst B OOTOHUN UM
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OOrMOHUN OEeNATCA MUTOTUYECKU, B
pe3ynbsraTe Ux KOMM4YeCTBO OT UCXOAHbIX
1500-2000 BO3pacTaeT 40 HECKOSbKUX
MuUnnmMoHoB. MakcumanbHoe Yncro
OOroHueB (A0 7 MIH) HabNaaeTcd B
ANYHMKAX NNOOO0B XXEHCKOro nona Ha 7-oMm
MecsLe bepeMeHHOCTMW.

Cpa3sy 3a nepnoaom pasmMHOXeEHUA crnenyer
arnonTos, n bonbLas YacTb OOrOHUEB
nornbatoT, a oCcTaBLUMECH BCTYNalOT B

MENOo3, HO He 3aKaH4YMBaKT ero, Tak Kak nx

neneHune b6roKNpyeTcs Ha cTagun



POIMTNMNKYINAPHBIMUA KITETKAMU U B
BMOe oounToB 1-ro nopsaka
COXpPaHAKTCA 40 NONOBOWU
3penocTtun. KonnyectBo OOLUMTOB K
KOHLlY 6bepeMeHHOCTN N Y
HOBOPOXOEHHbLIX YMEeHbLUAEeTca 40 2
MIMH., K 7/ rogam — 00 300 ThbiCca4, a K
Ha4yany NonoBOro co3peBaHusa — oo
40 TbiCAM.

PeanbHO B Te4EHUE BCEWU KU3HN
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1O MOMEHTa OByndaLUnn
BbI>XKMBLLME OOLUUTLI | Mopaaka
NpoxoaaT nepunon pocTa U BHOBb
BCTyNnaroT B MENO3, KOTOPbIU
OCTaHaBMBAETCA Ha cTagun
MeTadrasbl 2, Korga OHW
npeBpaLlarnTCa B OOLIUTbI 2-TO
nopsagka.

Meno3s NoNMHOCTLIO
3aKaH4YMBaETCA NULLb C HA4YanoMm
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CneplvlaToreHesa cocTtaBnsieT 70-72
OHSL.
3a 3TO BPEMS CTBOSIOBbIE KINETKU
cnepmMaToreHHoro psaaa
(cnepmMaToroHnn) NPoxoaaT NyTh
Pa3BUTUSA OO0 3perbiX
cnepmaTto3ongoB. CrnepmMaToroHmm
obpa3yroTcsa N3 NepBUYHbIX
NONOBbIX KMETOK NyTEM MUTO3a —
9TOT NMpoLecc NponucxoauT B



KneTkamMmu LLefioMmn4yeCcKoro
anuTenua, obpasysa «nosioBble
TAXN», U OCTAIOTCA B
Hean@epeHunpoBaHHOM BMAae
BMN/1OTb A0 Ha4yarna nosfioBoro
co3peBaHus. OCHOBHbIe 3Tanbl
O epeHLUNpOBKA
cnepmaTo30onaoB NPOXoadaT BO
BpemM4a nepBou dasbl
cnepmaToreHesa —



AngpoepeHUNpPOBKA
cnepmMaToroHum BCTynawT B [Ba
nocriegoBaTeribHbIX AENEeHUS
Menosa, obpasys cnepmatounTbl 1-
ro, a 3atemM 2-ro rnopsiaka u
cnepmMaTtuabl C ransiougHbIM YNCTIOM
XPOMOCOM.

ATU NpoLieccbl NPOUCXOOAT B CTEHKE
N3BUTbIX CEMEHHbIX KaHanbLueB. [1pn
9TOM KITETKU cnepmMaToreHHoro psiga
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B0 BpeMA BTOPOU 0a3bl
crnepmMartoreHesa —-
annanaemMmarnibHOU —
3aBepluaeTca co3peBaHune
CnepMUuEB, U OHU NpUobpeTatoT
NOABUMXHOCTbL. EXXeQHEBHO Y
MY>XYMH aKTUBHOIO
penpoayKkTUBHOIo Bo3pacTta
obpa3syeTcs cBblille 10
MWIIIMOHOB 3perbiX
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L0 6-HeaeJiIbHOro Bo3pacTta
3a4aTkm roHan y amopuoHa
Pa3BMBAIOTCH KaK
ounoTeHumasnbHble
obpa3oBaHus.

X gndpdpepeHumMpoBKa B
CEMEHHUK UM ANYHUK 3aBUCUT
OT XpPOMOCOMHOro Habopa
NepBUYHbIX MOMOBLIX KINETOK,
MUTPUPYIOLLNX B
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angpaepeHUumMpoBKa roHaabl B
CEMEHHUK 3anyCcKaeTca mecmuc-
demepMUHUpyrowUM gbaKkmopom

(TDF), noaBneHmne KoToporo
o0OycnoBneHo Hanninem Y
XPOMOCOMbI B NEPBUYHbIX NOSTOBbIX
KNneTKax.

[1pn OTCYTCTBUM Y XPOMOCOMBbI B
roHouuTax omMnoTeHumanbHblE
9MOpMoHarbHble roHagbl
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['eHemu4YeckuUu KOHMPOJIb U
Hacsie0cmeeHHbIe
HapyuweHusi nosioeou
oughpepeHUUpPOBKU



ponb B I'IepBI/NHOI/I ,El,eTepMI/IHaLI,I/II/I
nomnay MnekonutarmLmx urpaet Y-
XpomMocomMa. ITO CBOMUCTBO Y-
XPOMOCOMbI onpeaensaeTcs
Hann4Ymnem B HeN reHa SRY,
NPOAYKTOM KOTOPOro ABnaetcs TDF
— mpaHCKpUnyuoHHbIU ghakmop,
CMNOCODOHbIN CBA3bIBATLCHA C
NPOMOTOPAaMU rEHOB,
OETEPMUNHUPYIOLLNX NONOBYIO



aeneunm reHa SRY pas3sutume nget no
XXE€HCKOMY TUMY, XOTA NpU 3TOM OHO
COMPOBOXAAaEeTCHA ANCreHe3Nnen
roHaa. 9Ta HacneaocTBeHHas
natoniorna nony4yuna Has3BaHue
cuHopoma Ceauepa.

Bce nauneHTKN C XXEHCKUM
doeHOTUNoOM 1 Hann4Inem Y
XPOMOCOMBbI AOMKHbI NOABepraTbCcH
yaaneHuo roHa, Tak Kak Benumka



XPOMOCOMY U ayTOCOMY J1IOKYCa
Yp11.31, cogepxaLlero reH SRY,
NnpuBOAUT K POPMUPOBAHUIO
MY>CKOro doeHoTmrna npm >XeHCKoM
KapunoTtune —
cuHopom Oe Jla Lllanerns.

Y Takux My>X4ymH HabnogaTcA
HapyLleHnda penpoayKTUBHOW
doyHKUNN, OOYCNOBEHHbIE
OTCYyTCTBMEM JoKyca AZF (Yql1.21),
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B petepmuHaunm nona
Y4aCTBYIOT He TOJIbKO IreHbl Y-
XPOMOCOMbI, HO TaKXe
ayTOCOMHbIE N X-XPOMOCOMHbLIE
[EeHblI.

B HacTodLllee Bpems
MOEHTUPULMPOBAHO HECKOMbLKO
O0ECATKOB reHOB, y4acTBYHOLLUX B
KOHTPOMNE pa3BuUTUA NMBO ANYEK,
Moo ANYHNKOB



Cpeaun nepBou rpynnbl SRY-pOACTBEHHbLIV
reH SOX9. Ko BTOpou rpynne oTHOCUTCA reH
DAX1.

B MopdroreHese roHaa Ha paHHeW
bunoTeHumnanbHOM cTaaun y4acTBYET TakKxke
reH WTI1-Kn4YeBOU perynaTop
MopdboreHe3a MO4Yenos10BON CUCTEMBI.
[eH WT1 TpaHCaKTUBUPYET reH SRY, a Takxe
reH SF1 cTepongoreHHoro gakropa 1,
y4YacTBYyHoLLlero B gndpdepeHUNpOBKe roHaa
N cTepongoreHese.

[eH SF1, B CBOI o4epenb, akTUBUPYET reH
NAVY1



OnoepeHUnpOBKU BbiIBOOALLLAA
cuctema aMbpuroHa npeacraBrieHa
BONTbPOBLIMN U MIOMNNEPOBbLIMA
NPOTOKaMMW.
ObocobneHne Hapy>XHbIX MOSOBbIX
OpraHoB HA4YMHAETCA C NATOU
Heaoenn bepeMeHHOCTW.

Y XXeHLWUH MIOJ11epOoBbl MPOTOKU
npeobpa3syloTcs B pannonneBssbl
TPYObl, MATKy N BEPXHIOK TPETb
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aTpoOUpPYHOTCA, a BONb@OBHI
npeobpa3syloTca B
ceMsBbIHOCSILLIME NPOTOKN U
CEMEHHbIEe NY3blPbKN.
3a pa3BUTUE MIOSIEPOBLIX
NPOTOKOB OTBeYaeT reH WNT4,
NPOAYKTOM KOTOPOro ABMAETCH
LNCTENH-O0raTbiv
CeKpeTupyeMbin MUKONPOTENH,
npuHagnexawum ceMmencTBy



XKENTOM Tene 1 ero nNpoaykT Ha
PaHHUX cTagusaXx POoNNUKYNApPHOro
POCTA, Y4aCTBYET B perpeccun
KneTok Jlengura n B KOHTpone
Me3eHXUMarnbHO-3annTenmanbHOro
nepexona, HeobxogmMmoro Ans
Pa3BUTUSA HEPPOHa.
CornacoBaHHas 3KCnpeccusi reHoB
DAX1, SF1 n WNT4
Heobxoamuma Ons 3akagky v



[lonoBaa gnddpepeHUMpoBKa
roHag cama no cedbe HegocTaTo4YHa
a8 OPMUPOBAHUA MYXKCKOIo UINn

XXEHCKOro peHoTtumna.
BTopnyHaa getepmuHalmng nona
npouncxoguT nog AeUCTBUEM
rOPMOHOB, BblpabaTbiBaeMbIX

Hagno4Ye4yHnKamu 1 noroBbIMIA

xenesamu



B POPMNPOBAHUN MY>KCKOIO
doeHoTMNa y4acTBYHOT ABa
ropMoHa: aHmuMHsIepos8siu,
BbI3bIBAKOLLIUNA PETPECCULOD
MIOS1S1E€POBbIX MPOTOKOB, W
mecmocCcmepoH, UNN aHOPOR2EH,
noAd BINSHUEM KOTOPOIro
doOpPMUPYIOTCA HE TONbKO
NONIOBblE OpraHbl, HO U
BTOPUYHbIE MY>XCKME NOJIOBbIE
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AMH akKTUBUPYETCA reHOM SRY Ha /-
oun Heagene bepeMeHHOCTU, N ero
aKcnpeccuda npoagosnkaerca 4o
nybepTaTHOro nepuoaa.
bnocunHTes TectocTepoHa
AKTUBUPYETCA NPOOYKTOM reHa SF1.
BaXkHyo ponb B oOpPMUPOBaAHUN
MY>XCKMX NONMOBBLIX NPU3HAKOB
UrpaeT He TOJIbKO aHAPOreH, Ho U
ero peuenTop, KoampyemMbl reHOM



BaXkHyo ponb B AeTepMmnHauunm
nofia UrparoT TakKe 3CTPOreHbl U
NX peLenTopbl.

OaHaKo Npu HegoOCTaTOYHOCTU
MY>CKUX MOMNOBbIX TOPMOHOB
Hapy>XHble MOosioBbl€ OpraHbl
doopMUpYOTCA NO XKEHCKOMY
TUNY HE3aBMCMMO OT Hann4yus
NN OTCYTCTBUSA 3CTPOreHoB



aTanbl NepBUYHOW NOJTOBOW
anpdepeHUnpOBKN.
OyHKUMOHanNbHbIE
B3aMMOOTHOLLEHNA MexXay
KOHTPOMUPYIOLMMN 3TN NPOLECCH
reHamMmu, onpeaensatoT 0COOEeHHOCTH
penpogyKkTUBHOU CUCTEMGI, a
HapyLUeHns nx pabdboThbl
accoLnnpoBaHbl C Pa3BUTUEM
HacrneacTBeHHbIX 3abofieBaHuu,



HacrneocmeeHHbIe HapyuweHUs
MY>CKoU roJsioeou
ouhpepeHUUpPOoB8KU, UNN pesepcuu
riosa XY (PlIXY) — 3TO reHeTn4yecku
reTeporeHHas rpynna 3aboneBaHuy,
XapaKkTepU3yLLNXCA pa3BUTUEM
NONTOBOU CUCTEMBI MO XXEHCKOMY
TUNY NP HOPMarbHOM MY>XCKOM
KapuoTtune



BapunaHToB Pl1XY aBngaeTca
cuHopom Ceauepa.

K cxogHOMY (PeHOTUMNY MOryT
npuBOoaAUTbL Oyrisiukauuu reHa
DAX1. NHaKkTnBupytoLime
MyTauun B reHe DAX1 HangeHbl y
Malnb4YnKOB C 8P0OKOeHHOU
aurorisiasueu Haorno4Ye4yHUKos,
codeTarLleuncsd c
2Uno2o0HaoomMpoOrHbIM



D A N

,EI,OMI/IHaHTHbIe MyTaLWU B reHe
SF1n mukpogeneuunnm
LUTOreHeTn4Yeckom obnactu
9p24.3.

B nocnegHem cny4vae peBepcusd
nona npu kapuortune 46,XY c
doopmMupoBaHMEM HaPYXKHbIX
XEHCKUX reHnTannm n MaTkum He
COMNPOBOXAaEeTCA KaKUMUN-ITNOO
OPYrMMU NPOABNEHUAM



AYTOCOMHO-PEeLECCUBHbLIN TUM
PI1XY obycnoeneH mytaunamm B
reHe mpaHcKpunuyuoHHO20
akmopa, y4acTBYIOLLEro B
MOpQooreHese roHag Ha paHHeW
bunoTeHumManbHOU cTaaumn —
CBXZ2



F1IXY MOryT ObITb OOYCI1OBJ1E€HbI
MyTauMAaAMM B reHax MUmozeH-
akmuesupyrouwieu KuHa3ssl,
y4acTBYHOLLEWN B KOHTPOIE anonTo3a
(MAP3K1); ogQHOro n3 peayrisimopos
[10/108020 Mopgpo2eHe3a (DHH) v
doepMeHTa,
ouaudpoouorioea2udpo2eHashbl,
y4YyacTBYHOLLEro, B YaCTHOCTU, B
MeTabonuname rnoKOKOPTUKOUIOB,

FUPYNAAPFT2AA?N"""1 41 1299 14 F“UAP"N7""N"N""""7"S ™I« 1mssi1 41 1:N’I'™NS



Kapnotmne MOXeT HaoNigaTbCA Y
OONbHbLIX KaMriomeriu4yeckou
oducrinia3ueu, 0bycrnoBreHHOn

MyTaUUSaMU B reHe
TPaHCKPUNLIMOHHOIO doakTopa Sox9,
KOTOPbLIN ABNAEeTCA OAHUM U3
Hanbonee paHHNX MapKepoB
andpdepeHUNPOBKMN ANYEK.
[loayepkHeM elle pas, YTo reH SOX9
AKTUBUPYETCH NPOAYKTOM reHa SRY.
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HeKOTOpre MyTaLI,I/II/I B reHe WT1
COMPOBOXAAKTCA reHUTabHbIMU
aHOManMAaMmM y My>4mH, BNNOTb A0
NONHOW peBepcun nona.

OTN aHOMasrIMn CoYeTaroTCo C
NoOYeYHOU HeOJOCTAaTOYHOCTbLIO U
BbICOKOWM NpeapacnonoXeHHOCTbIO K
BO3HUKHOBEHWIO ONYyX0J1en NOYEK U
roHag — annernbHble CUHOPOMBbI
LeHuca-[lpawa, Ppeusepa,



| IDUMNHOUN pesepcuu riosia AX
(PT'1XX), TO eCcTb pa3BuTuA
NONTOBOU CUCTEMBI MO MYXCKOMY
TUNY Npu KapmoTtune 46,XX,
MOTYT ObITb
TpaHcnokauuu reHa SRY Ha X-
XpomMocoMmy (cuHOpom Oe Jis
[l/aneris), a Takke geneunm u
TpaHCcnoKaLuun NpokCcumManbHOro
oTAerna KoOpOoTKOro njeya
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MyTauun B reHe WNT4 oOHapyXnBatoTCS
npw ABYX annesnbHbiX 3abonesaHnax c
PI1XX: ayTOCOMHO-4OMWHAHTHOW arisia3uu
MIOS171€P08kIX MPOIMOKO8 Y XXeHWUH B
COYEeTaHWUN C aurepaHopPo2eHU3IMOM U
netarbHOM ayTOCOMHO-PEeLEeCCNBHOM
SERKAL-cuHOpome (PINXX B coyeTaHum c
an3reHesnen novyek, HaanovYeyHnKoB U
Nerkux).

[1lpy gynnukaumax reHa SOX9 c
yYBENMUYEHNEM YPOBHSA €ro 3KCnpeccum Takke
HabnogaeTca My>XXCKOW doeHOTUMN Npw

vranmiNnTiAamna AGY Y



HekoTopble MyTauun B nepevncrieHHbIX
BblLLE reHax NpuBOAAT K Pas3fmMYHbIM
doopmam cepmachpooumu3ma.

K My>XCKOMY NOXXHOMY repmadpognTnamy
MOTYT NPUBOAUTL AedEKTh
YyBCTBUTENBbHOCTU TKAHEU-MULLEHEN K
aHaporeHam, obycrnoBrieHHbIE, B YaCTHOCTW,
MyTaUUAMU B reHaxX aHmuMrosiiepo8o2o
2opmoHa (AMH) v ero peuenmopa (AMHR2)
— ayTOCOMHO-PpeLeCcCnBHbIE CUHOPOMBI
rnepcucmeHUuUuU (He3apauwleHusl)
MIOJ1/1€P08bIX [POMOKO8



BonbHbIE MY>X4YMHBI NPU HOPMaASIbHOM
KapunoTune MMEKT XXEeHCKoe CTpoeHne
HapYy>XHbIX NMOJSIOBbIX OPraHOB B COYETaHUMN C
rmnocnagmen n MMKpPONEHNUCOM.
KnnHn4yecknmm NnpossBneHnsIiMn
3aboneBaHnsA MOryT ObITb MaxoBbIE MPLIXKMY,
HegocTaToO4YHOE OBOJSIOCEHME NOOKOBOU U
noamMbliLLEeYHOU obnacTen, 4YacTo B
COYETAHMU C XKEHCTBEHHbLIM OEHOTUMOM.
[1pn 0bcnegoBaHMM MOryT ObITb
oOHapyXeHbl dannonuesbl TPYOLI B
NaxoBOM KaHare, B HEKOTOPbIX CIly4Yaax —

DAUATUVIA NAATVIA



[NedekTbl MeTabonmama TeCTOCTEPOHA B
nepudepnyecknx TkaHax, obycnoBneHHbIe
MyTaumMsaMn B reHe cmepoudHoU 5-anboa-

pedykmasbl 2 (SRD5A2), TakkKe SABMAIOTCH

OQHOW N3 HacneacTBEHHbLIX NPUYNH
Pa3BUTUA MYXKCKOIO JTOXHOrO

repmadopogmntTnama. KnmHnyecknmm

NPOABIEHNAMU 3TOr0 CUHAPOMA ABMAKOTCH
HenonHasa BUpuUnn3aumnst HapyXHblX
NOMOBbLIX OPraHoOB, rmMrnocnagua co crieno

3aKaH4YMBaKLLMMCS Briaranumiiem,

KPUMTOPXM3M U rmnonnasmns

NMNAMACTATAMLLNAIA \WANA2L|



b OONbLWWMNHCTBE Cly4aeB
Hapy>XHble NOJI0OBblE€ OpraHb|
MMEIOT XKEHCKUU TUN NpU
Hann4nm an4yek B NaxoBom
KaHane. ViHorga npwu
OOCTMXEHUN nybepTaTHOro
nepuoaa HacTynaet
BblpaXkeHHaa BUpunusauuns
Hapy>XHbIX NOMOBbIX OPraHoOB.,
TpebytoLas XMpyprumyeckomn
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BbpOoXAEeHHbI NOANONATUYECKNA
2Uno20HaodomporiHbIU
aurmoecoHaouswv (BUI'T)

XapaKTepusyeTca HU3KUM
YPOBHEM LIMPKYITUPYIOLLINX
rOHaJOTPOMNNHOB U
TECTOCTEPOHA C Bblpa)KeHHOWU
3aep>XKOW NON0OBOIo
CO3peBaHUSA Mpu OTCYTCTBUN
KaKux-nmbdo NHbIX rmnoTanamyc-
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JTa NaTonorns MOXeT pa3BMBaTbLCA NMpu
HeJoCTaTO4YHOU CeKpeunmn 20HaoomporiuH-
punu3uHa 2aopmoHa (FHPI') — pekanentunaa

rmnoTofiamyca, KOTopbln ABNAETCH
KINOYEeBbIM HEVPOPETYNATOPOM
pPenpPOAYKTUBHbIX NPOLIECCOB.
ConyTCcTBYHOLWUMW NPOABIEHNSAMMN
3aboneBaHns MOryT ObITb BapbUpYyHOLLIKE MO
CTENEHN TAXKECTU PpacCTPOUCTBa OOOHAHMUS
(cuHOpom KarnrnmaHa), paclwenneHne Heba,
HEeNpOCeHCcopHaa TYroyxocTb



b HaCTosLlee BpeMA
MoeHTUPULUMPOBaAHbI reHbl 18
HacneacTBeHHbIX TUNoB BUITTT .
OTU reHbl COCTaBNAIOT
reHETUYECKYHO CETb, OTBETCTBEHHYIO
32 HEPOIHOOKPUHHbBLIN KOHTPOIb
penpoayKkunun YyenoBekKa.

[1py 3TOM MyTaUUM B HECKONMbKNX
reHax B pasfinyHbIX KOMOHaLUMNAX
MOIYT MPUBOAUTL K N30NTMPOBAHHOU
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[TouTn y 20% 60nbHLIX BUT'T
OOHOBPEMEHHO MPUCYTCTBYHIOT
MyTauun B ABYX U bonee reHax,
npnyem B OONbLUMHCTBE
ONMUIOreHHbIX Criy4yaes, no
KpanHen mepe, OauvH reH
NPUHaONEXNT K CEMENCTBY
donbpobrnacTHbIX akTOpPOB
pocTa



| eHETUHECKN TreTEPOIreHHbIV
cuUHOpom KaririmaHa OObACHSIET
OKoNno 20% Bcex cny4vaes BUIT .
X-cuenfeHHbIN TUM
3aboneBaHua obycnosneH
MyTauuUsaMun B reHe KALI,
KOTOPbIN aKTUBHO
9KCMpeccupyeTcd B
ODOHSATENbHbLIX HEPBAX, a ero

NPOAYKT y4aCTBYET B KOHTpOsie
R A1 AV 40 4 I_I IDI_



MyTauuMn HangeHbl B reHe
peuernmopa 1 oubpobriacmHbix
gakmopos pocma (FGFR1) nHorga B
COYETaHUM C reTepo3nUroTHbIMU
MyTaUUAMM B reHax
pubpobriacmHo20 ghakmopa pocma
8 (FGF8) n peuerimopa  HPl
(GNRHR). I'pnyem nsonnpoBaHHbIE
OOMUHAHTHbIE MyTaLUN B KaXK40M
N3 3TUX ABYX NrEHOB TaKXXe MOryT



BTOopbiMK NO YacToTe ABMNAKTCA
Tnnel BUI'T, obycnoBneHHble
MyTaUUAMU B reHax
rnpokuHeuyumuHa 2 (PROK2) n ero
peuerimopa (PROKR2).

OHW cocTaBnAlT OKOSo 10%
BCEX cny4yaeB 3aboneBaHus



CeEKpeTOpHble 0EJIKN, y4acTByrOLWHne
B perynsauum umpkaaHbiX puTMOB.
OHW NPUCYTCTBYIOT B rMnoTanamyce
N ODOHATESNBbHbLIX NYKOBULIAX W
OENCTBYIOT KaK XeMoaTTpaKTaHThl
Ona HeUpoHanbHbIX
npeaLecTBEHHUKOB.
OcTanbHble Tunbl BUI'T, BKknovas
TOT, KOTOPbIN 0OYyCNOBNEH
pPeLECCUBHBIMU MyTaLUAMU B FEHE
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My><CKoe U >XeHCKoe
6ecnnodue



HacnencTBeHHbIE MPUYNHBI
rnepeu4yHo20 becrnnoous
OOCTaTO4YHO pa3HOODpa3HbI, Npw
3TOM HYXXHO pasnuyaTtb MY>KCKoe U
)XeHckoe becrninooue.

Bce BapuaHTbl peBepcun nona v
repMmadpoanTmama
conpoBoXaatoTcs becnnoanem



HapyweHna rametoreHesa
ABNAKTCA OQHUM U3 BeOyLnx
NPOABNEHUN XPOMOCOMHbIX
bonesHewn.

Y 2-3% MYXXYUH BbIABNAETCH
ONMMro3oocnepmMmma  Unu
asoocnepmud. [lpn atomy 10-15%
MY>XX4YMH C a3oocnepMmen ny 5-8% c
ONMro300CNepPMUEN BCTPEYAIOTCS
aHomarsuu Kapuomura



[10 30% cny4aeB
HEeOOCTPYKTUBHOM a300CNEPMUN
N TAXKEernowu onnmro3oocnepmmnin
BbIi3BaHbl MUKpOAeneumamum,
BO3HUKaKOLWLMMU de novo B
KIneTKkax crnepMaTtoreHHoro psaa



Ualle Bcero atn gedeKThl
pacnonararTcd B AucTanbHOU
4YacTu ONMMHHOIO nreya Y-
XPOMOCOMBbI, FAe Haxo4uTCA NOKYC
AZF, NONy4Y1BLLMN Ha3BaHUe
«gpakKkmopa azoocriepmuu»



OTOT NOKYC COOAEPXKUT 3 ydacTka
(AZFa, AZFb n AZFc),

B KaXXJOM N3 KOTOPbIX MPUCYTCTBYIOT rEHbI,
y4yacTBYHOLLME B KOHTPOME criepMaToreHesa.
Ualle Bceroy 005bHbIX MYy>XYUMH
HabntogatoTca MUKpoaeneunm nokyca AZFc.
Heneunn B nokyce AZFb cBsi3bIBatoT C bonee
TSKENbIMWN HAPYLLEHUAMU CriepMaToreHesa.
[leneunn B AZFa 0ObIYHO
obOHapyXxuBatoTcs Npwu
CUHOpOMeE «mosibKO Kriemku Cepmoriu» |
muria



N D

MI/IKpO,EI,eJ'IeLI,I/II/I B n0|<yce AZF
Npu azoocnepmMmnm coctaBnseT
15% v npu TAXKenowu

OJINro300CcnepmMmnmn — 6%.

B nononHeHue K geneumsam
9TOrO0 JIoKyca K
HEeOOCTPYKTUBHOM a300CNeEPMUN
N rmnocnepmaroreHesy
NPpUBOOAT MyTaL MM B reHe
USPY9Y, pacnonoXeHHOM B



NOKYC, CBA3aHHbIN CO
cnepmMmaTtoreHe3om.
HacneancrtBeHHas
criepmamozeHHast
HeodocmamoyHocmb (CH) moxeT
ObITb CBA3aHa C peopraHnsaumnamm
XpPOMOCOMbI 1.
OCHOBHbIMWU MPUYNHAMMU
MOHOreHHbIX doopm CH aBnaroTcA
OegbeKkmbl Meuo3a B

OASTTU92A VSR 2" 01 114N 14914 1 1[S\N7 0.9 ' 47



R MepBOMY KJlaCcCy OTHOCUTCHA
CH, obycnoBneHHas MyTaunamm
B reHe besika 3
cCUHarimoHeMasibHo20
Komriekca (SYCP3).
[TpnunHon gpyroro Tuna CH
ABMAOTCA HapyLLeEHUA B paboTe
crneundou4ecKkoro
criepmamo2eHH020 KamuoHHO20
KaHara, obycnoBfeHHble
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HeobblvHaa mopdhonormnsi cnepmMaTto3omnioB
(KpynHasa ronoska, MHOIMOXryTUKOBOCThL) B
cOYeTaHuu ¢ ux nonunaounanen,
obycrioBsrneHa mytaunamm B reHe AURKC,
NPOAYKTOM KOTOPOIro ABNAETCA
rnpomeuHKUHa3sa, y4acTBytoLlas B
pa3soerieHuUU UeHmMpocomsbl N cegpeaayuu
XPOMOCOM B MUTO3E.

[ledeKTbl akpocom, npuBogALmeE K
a2robosoocrepmuu, 00yCrnoBneHbl
MyTaUUAMU B FeHe criepmManmozeHes-
accouuuposaHHoz0 berika 16 (SPATA16)



UOHaKo B /57 Clny4aeB
npUyYnHOM rnobo3oocnepmMmmn y
MY>X4YMH pa3HOro 3THNMYECKOro

MPOUCXOXOEHNSA ABNAETCS
NPUCYTCTBNE TOMO3UTOTHbLIX 200-
K6 derneyuu, 3aTparmBatoLLmnx
reH DPY19L2.

OTOT reH nsbupartensHo
KCnpeccupyeTcs B TECTUKYMAX
N y4aCTBYET B KOHTPOJIE

Y Va2 W Featta ol nlal B VaVeYa



[Tpn mykoBucumao3se HabnogaeTcs
nporpeccupyroLlas
HENPOXOAUMOCTb CEMABBLIBOAALLNX
NPOTOKOB 1 HaApyLUEHUA
crnepmMartoreHesa.
bonbHble MYKOBUCLMOO30M
MY>K4YMHBI, KakK npaBnno, becnnogHol



B HacTodllee BpemMsa onmcaHbl
bonee 80 myTauumn B reHe
MyKosucyudoo3a (CFTR), KOTOpble
NPUBOAAT K BPOXXOEHHOMY
onnarepanbHOMY OTCYTCTBUIO
CEMSBbLIHOCALLNX NPOTOKOB U
asoocnepmMmun, nHoraga oes
nposaBNeHna apyrmx Nnpu3Hakos
MYKOBUCLIMO03a



RpPpOMe TOro, 4acTtoTa
2emepo3Uu20mHbIX HOCUTENEn
MyTauun B reHe CFTR cpeawn
naLmMeHToB C bmnaTeparnbHbIM
OTCYTCTBMEM CEMABLIHOCALLNX
NPOTOKOB COoCTaBnaeT 4/%.
[10 KpanHen mepe, 14% MY>XXUUH C
asoocnepmMmen n 17% — c
ONnMro3oocnepMmmnen ABMATCA
reTepo3nroTHbIMM HOCUTENAMMU
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NnepBUYHOIO XXeHCKoro becnnogus
ABNAIOTCA 2urnepa2oHadomporHas
oucaeHe3us SUMHUKO8 N CUHOPOM
rpexxoeepeMeHHoU
Hedocmamo4yHocmu SSU4HUKOS.
[1n3reHe3nsa ANYHNKOB OO BbSACHSIET
OKOMO MOJSIOBUHbI CIy4YaeB
nepBNYHOUN aMeHOpPEN N YacTOo OHa
CBsi3aHa C KPYMnHbIMU
nepecTponkamMmu B



aurnepa2oHaoomporHas
oucaeHe3Uusi SUHHUKO8 1-20

muria B COMETAHUU C TAXKENbIM
OCTEONOPO30M U HEKOTOPbIMU

OPYr’MMN HapyLLEHUAMMU

obycnoBreHa MyTaLUuUaMmM B reHe
peuernmopa QOoIUKYyIo-
cmumyrnupyrow,e2o 20pMoHa

(FSHR). OTO MOHOreHHoeE

3aborneBaHne ocobeHHOo YacTo



[ IpnymHOUM pas3BUTUA
X-cuereHHoU An3reHe3nu
ANYHUKOB 2-20 muria ABNSAIOTCS
OOMWHAHTHbIE MyTaLUKN B reHe
KOCMHO20
Mopgho2eHemu4ecKkoa20 berika,
y4acTBYHOLLEro B perynauumn
doonnukynoreHesa (BMP15)



Heoocmamo4YHoCcmu AU4YHUKO8 —
9TO reTeporeHHad rpynna
3aboneBaHunm, Npm KOTOPbIX
BTOpU4YHaAA aMeHoped C
NOBbILLUEHHLIM YPOBHEM
CbIBOPOTOYHbIX FTOHAOOTPOMNNHOB
pa3BmMBaeTCcyd B Bo3pacTte 0 40
ner.

B HacTodLllee Bpems
naeHTUPULUMPOBaHLI 8 reHOB,
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Tpu N3 HUX OKa3anuchb
fToKaJin3oBaHbl B ANTMHHOM nre4ye X-
XpOMOCOMbI — FMR1, DIAPH2 v
POF1B.

MyTauum B Kaxxaom 13 3TUX FreHOB
obnagaroT AOMUHAHTHbIM
PP eKTOM.



MyTauun B reHe FMRI,
o0OycnoBneHHble akcnaHcnemn CGG-
NnoBTOpa, NPUBOAAT K CUHOPOMY
MapTtuHa-benn.

Y OOnbHbIX XXEHLWNH C
npexgeBpemMeHHOoU
HeJo0CTAaTOYHOCTbIO ANYHUKOB
obHapyxnBatoTca npemyrtaumm B
reHe FMRI1, TO eCTb KOSIMYECTBO
CGG-TpUNNETOB KorebneTtcs B



| eH DIAPHZ y4aCTBYET B KOHTpOIe
UUMOKUHe3a, a reH POF1B koaupyet
aKmuH-cesi3biearouwiuu beriok.

B HekoTOpbIX cny4asx y 00MbHbIX
XXEHLLUWH NPUCYTCTBYIOT
cbanaHcupoBaHHbIE TPaHCoKaLuu,
3aTparmesaroLime griMHHoOe Nne4vyo X-
XPOMOCOMBI.

[lpn 3TOM B TOYKaX pa3pbiBa YacTo
OKa3bIBAKTCHA NTOKaNM3oBaHbl reHb

NIADILID sam=mia DNAAF1 D



npexgeBpemMeHHOU
HegOoCTaTOYHOCTU ANYHUKOB
ABMNAETCA annenbHbIM BapnaHTOM
OU3reHe3nn ANYHMKOB 2 Tuna, Tak
Kak obycrnoBreH MmyTaunusamMm B reHe
BMP15.
AyTOCOMHO-AOMUHAHTHbIE TUMbI
3aboneBaHna 00ycnoBneEH.LI
MyTaUNSAMU B reHax
TPAHCKPUMLUMOHHbIX PaKTOpPOB,
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AdpeHo-eeHUMasribHbIU
CUHOPOM



(Al L) — 3TOreteporeHHad rpynna
ayTOCOMHO-PeLEeCCUBHBIX
3abonesaHun, 0OYCNoOBMEHHbIX
MyTaunamMn B reHax oepMeHTOB
bnocuHTe3a
CMePOUOHbIX 20PMOHO8
Haorno4ye4yHUKos.
YMeHbLUEeHNe Unun oTcyTcTBME
aKTUBHOCTUN HEKOTOPbIX PEPMEHTOB
cTepouaoreHesa conpoBoXaaeTcs

'Y Ve 2 ml Ve BV avYl BV aY a2y B i



[1pn aTOM HapyLlaeTcsa BbipaboTka

KOpTU30na Hagno4Ye4YyHnKamu, n ero

0edonunT NPMBOAUT K N30bITOYHOW
npogykunn AKTI -3aBUCUMBIX CTEPOMOOB.

Obuwaa pacnpocTtpaHeHHocTb AIC B
pa3HbIX NONYyNALUNUAX COCTaBNAEeT 1 crny4yau
Ha
5000 — 15000 HOBOPOXAEHHBbIX.

B HacTodllee BpemMsa onmcaHo 5
reHeTnyeckmx Tunos Al C.
[ednuunTy Kaxxgoro n3 epmMeHTOB
COOTBETCTBYET cneungunyeckas

ryraouvuiauaoarryraad ranTimaun s nAAarnanAauiaa



xonecrtepon

CYP11A

aernaposnm-
aHApPOCTEpPOH

17-rugpokcu-
NPEerHeHoNI0OH

NPErHeHoNnoH F

17-ruppokcn- |
nporectepoH |

aHOPOCTEeHANOH

nporectepoH [

3CTPOH

CYP 21

L[Ee30KCU- 11-ge3okcu-

TECTOCTEPOH

POH

acTpaauon

KOPTUKOCTE KOpTU3on

KOpTU30N

avurngapo-

KOPTUKOCTEPOH
. TECTOCTEPOH

{cYyP 11 B2

anbaoCTepPOoH

. IUMHUKMU




ABNAETCA 5 TN Al U, NN CUHOPOM
Oecbuyuma 21-a2udpoKcursiassl,
obbACHSAKLWMN bornee 90% Bcex
crny4aeB 3aboneBaHus.

OH obycroBreH myTaumsimn B reHe
kntoyeBoro doepmeHTa bMOCHHTE3Aa
FOPMOHOB KOPbl HAANOYEYHNKOB —
21-rngpokcunasbl (CYP21A2).
ITOT PEPMEHT KaTanunsmnpyer
npeBpatleHne 17-
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rMapoKcunasbl ABNAETCH
YMEHbLLEHNE coaepKaHn
KOpTun3ona 1 anbgocTepoHa B
nnasme KpoBu, N30bITOYHAA
cekpeuma AKTI, noBblilLeHME
npoaykuun npealecTtBeHHUKOB
KopTu3ona, aHaporeHoB u
nonoBbiX cteponaoB. AKTI
HenpepbIBHO CTUMYNUPYET
CUHTE3 LI,I/ITOXpOMOB P450,



HakonneHune 17-rmapokcmnporectepoHa
BbI3bIBAET NOTEPIO HATPUSA U 3a0EPKKY
Kanus, YTO COMPOBOXOAaeTca NoTepen Boabl.
[ unepakcnpeccua AKTI ctumynupyer
CUHTE3 aHOPOreHHbIX NpeaLlecTBEHHUKOB U
TECTOCTEPOHA, YTO NPUBOAUT K HAPYLLUEHNAM
Pa3BUTUA MONOBOU CPEPDI, a TaKkke
COMNPOBOXOAETCHA MOBbILLEHHbBIM BbIOPOCOM
MenaHOCTUMYNUPYHOLLIEro rOpMOHa,
OOBACHAKLLNM, B HaCTHOCTH,
rmnepnMrMeHTaumto HapyXHblX reHuTanumn



3aboneBaHne xapakTepusyeTcs
3HAYUTENBHbLIM KIMTMHUYECKNM
nonnmopdunsmMmom. Knaccuyeckume
BapUaHTbl AENATCA Ha TAXENYIO
CONnbTEPAIOLLYIO N Dornee nerkyto,
NPOCTYIO (BUPUIMBHYIO) AOPMBbI



B nepBom cny4ae y 605bHbIX
HabngatoTCs BblpaXXeHHbIE
HapyLLeHUa coneBoro oomeHa B
BUAOE rTMMNOHATPUEMUUN U
rmnepkanmemMmu, KotTopblie y
HOBOPOXOEHHbIX UM B PaHHEM
HeoHaTanbHOM Nepmnoge MoryT
NPUBOAUTL K BHE3aMHbIM
Kpn3am



HITNTENTbHOCTb KPU30B
BapPbUPYET OT HECKOJTbKUX MUHYT
00 nony4yaca, a MHorga oHu
3aKaH4MBaloTCs rmMbenbto
6OnbHOrO.

Ha 2—-3-1 Hegene XX1U3Hu y
pebeHKa NosABNAIOTCA
Hecneunpunyeckme CUMNTOMbI:
BAIOe cocaHune, YacTtble
CpbIrMBaHUA U PBOTa, ANapes,
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HapyweHUn npnBoanUT K pa3BUTUIO
rTMNOHATPUEMUNYECKON
nernaparaummy, rmnepkanmemMmn,
MeTabonnyeckomMmy aumnaosy u
KapaUOreHHOMY LLIOKY.
HapyLwieHna coneBoro
MeTabonmama ConpoBOXaatoTCs
pasnnyHbIMU NOPOKaMM Pa3BUTUS
HapYy>XHbIX NOSI0BbIX OPraHoB,
Bblpa)X€HHOCTb KOTOPbIX 3aBUCUT OT
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cocTasngaowasa 1/3 scex
clyyaeB, NpoABNAETCH B BUae
M30nmMpoBaHHOW BUPUNn3aumnmn
Hapy>XHbIX NOSIOBbLIX OpraHoB
6e3 rpyobiX HapyLLEHUIA
ropmMoHanbHOro metabonunsma.
Y OeBOYEK C poOXOAEHUSA
HabnogatoTcs NPU3HaKK
MacCKynmHunsauum, nHorga
3aTpyagHsaoLne onpegeneHune



ONarHoOCTUPYyeTCa C 5 neT n ctapuie
Npv NoABNeHNN NPU3HAKOB
npeXxgeBpemMeHHOro nosioBoro u
dOU3NYECKOro pa3BuUTnUA, YTO MOXET
ObITb NPUYNHON HEAOEKBATHOIO
nosegeHud. [pexgeBpemeHHoe
co3peBaHne KOCTHOW TKaHU
NpUBOOUT K HU3KOPOCIOCTW.
PocT O0rMbHbIX YKEHLLUVWH, B CPeHEM,
cocTtaBngaeT 140-150 cm, a My>XX4nH



BapuaHTbl Al C BKntoYatoT
pa3fnnyHble HapyLLIEHUS
NOSIOBOro CO3peBaHMS B

NoapPOCTKOBOM UIA
nybepTtaTHOM BO3pacTe B BUAE
r’MpCyTNU3Ma, yrpen, ameHopeu,

becnnogus.

[1Na neBoYeK XxapaKTepHo

paHHEEe MeHapXxe [0 Pa3BUTUS
MOSOYHbIX XKenes3, MacKynmMHHoe



[eH CYP21A2 pacnoJiOXXeH B
obnacTtu nokannsaumm reHoB HLA-
KoMnekca, Kotopada oTnM4yaeTc4

BbICOKOWU PEKOMOWUHOMEHHON U

MyTareHHOW akTUBHOCTLIO.

B HenocpencTtBeHHOW DMN30CTU OT
reHa CYP21AZ2 pacnosyioXxeH
ncesaoreH CYP21A1P, HeaKkTUBHbIU
BCNeOCcTBMe Hannyna Liernou cepumn
MyTaLnu



60nbHbIX Al'C-3 XOpPOLLO U3Yy4EH.
LLInpokoe pacnpocTpaHeHne B

pa3HbIX NONYNALUNAX UMEIOT

KpynHble Aeneuun, BKnvarLime
BECb reH CYP21A2, myTauuu,
OMOJIOrn4HbIe TEM, KOTOPbIE
NPUCYTCTBYIOT B NCEBOOrEHE

CYP21A1P N «kXMMEPHbIER

KOHCTPYKLUKN, COCTOSALLNE U3
doparmeHTOB reHa CYP21A2 v



Al C3 — conbTepatoLLen N NPOCTON —
BbIABMNATCA Pa3Hble MaXXOpPHbIe
MyTaLuu.

B nepBom criydyae camoun 4acTton
ABNAETCA Aeneuuns Bcero reHa
(delA2), npucyTcTBYIOLWAdA NOYTUN Y
NOJNTOBMHbI OTEYECTBEHHbIX
O00MbHbLIX, B TO BPEMSA Kak BO BTOPOM
cllydae Ha nepBoOe MEeCTO BbIXOoaUT
ogHa U3 CrylanCUHroBbIX MyTaLnUn



ICCBA0I'CH




Cpeau naymneHToB C
noao3peHnem Ha
HeKnaccu4yeckun BapmnaHT
BPOXXOEHHOW runepnnasnn Kopsbl
Haano4ye4yHKoB MyTaL MK B FreHe
CYP21A2 nAEHTUMULNPYIOTCA
npumMmepHo B 10% cny4yaes
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CuHOpOM mecmukynsipHou
peMuHU3ayuu



CuHOpoM mecmukyrndapHou
emMuHuU3ayuu, NN CUHOPOM
He4yyscmeumesibHoCmu K
aHopozeHaMm — X-cuernreHHoe
peLieccuBHoe 3aboreBaHue,
obycnoBneHHOe NPUCYTCTBUEM
NHaKTUBUPYIOLLMX MyTaL N B
reHe aHapOoreHoBOoro peuenTtopa
(AR)



[laToreHe3 cuHOpoMa CBsA3aH C
NOJTHbIM UM YaCTUYHbIM
OTCYTCTBMEM YYBCTBUTENBHOCTHU
TKaAHEW K aHOpOoreHam.
PacnpocTpaHeHHOCTb
3aboneBaHNA cocTaBnyaeT 1
cny4damn Ha 50000-70000
HOBOPOXOEHHbIX



B 3aBUCUMOCTU OT CTENEHN
HEeYyBCTBUTENBHOCTHU
nepupepnyeckmnx peuenTopoB K
aHgporeHam pasnmyaroT NOJTHYI0
doopMy 1 HEMOJTHYIO POPMY,
Korga YyBCTBUTENbBHOCTDL
M3Ha4anbHO YaCTUYHO
cCOoXpaHeHa Unm 4YactTun4Ho
BOCCTaHaBNMBAETCA B
nybepraTHOM nepunoae



NPOABMAETCS B BUAE J/IOXKHO20
MYXCKO20 2epmMaghpooumu3mMma rnpwu
HOpMasribHOM MY>XCKOM KapuoTtune

46,XY.

[lonHaa opma xapakTepusyeTcs
HannYnem Hapy>XHbIX NOMOBbIX
OpraHoB, COPOPMUPOBAHHbLIX MO

XXEHCKOMY TUny.
[1pn aTOM BRaranuiie
3aKaH4YMBaETCS Creno, a MaTka,



npegcTaBneHbl AN4Kamum,
KOTOpble pacnonararTca
BHYTPUOPIOLLMHHO, B NOSOBbLIX
rybax nnm naxoBom KaHarne,
doopmMupya rpbixeBoe
Bbina4mMBaHme. AHOManbHoe
pacrnonoXeHue anyek
CNocoOCTBYET pas3BUTUIO
repMUHOIeHHbIX OMyXoreun,
KOTOpble MOTYT NOABNATLCA B



Monou4Hble Xenes3bl XOpoLUo
Pa3BUTbI, MPUN STOM
noaMbliLLEYHOE U NODKOBOE
OBONMOCEHNE — CKYAHbIE.
TenocnoxeHue,
OMOLIMOHAaNIbHOE U CeEKCyanbHOE
nosegeHmne 00srbHbIX
COOTBETCTBYET XXEHCKOMY TUMY



HenonHble popMbl CUHOPOMA
TEeCTUKynapHou doeMnHu3aumm
00yCcnoBreHbl CHUKEHUEM
Konn4yecTBa peLenTopoB Ha
NOBEPXHOCTU KNETOK-MULLEHEN UK
MX CBA3bIBAOLLEN CNOCOOHOCTI



DeHOTUN OOJIbHbIX, KaK npaBuIio,
MY>XCKOW, HO cCOnNpoBOXaaeTca
PA3NNYHON CTEMEHbLIO TMNONa3snn
NONMOBbLIX OPraHOB, KPUMNTOPXN3MOM,
rmnocnaaueun, paclienyieHMem
MOLLOHKN U HapYyLUEeHNEM
cnepmaToreHesa, crnabo
Bbipa)X€HHbIM NOAMbILLEYHbIM Y
JT0OKOBbLIM OBOJTIOCEHUEM.

B HEKOTOPbLIX crny4Yyasax MOXeT
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CnekTp myTauun B reHe AR 4OCTATOYHO
pa3Hoobpa3seH. [1pn nonHom dopme
CUMHOPOMA TECTUKYNApPHOU eMUHnU3auUnum y
O0SbHbIX ODHapPYXMBaKTCA BHYTPUTEHHbIE
aeneumm Unn HoOHCeHc-MmyTauuu.

K HenomnHblM doopmMam 4allle BCEro
NPMBOOAT MUCCEHC-MYyTaumn. HekoTtopble 13
HUX HangeHbl Y O0MbHbLIX KaK C MOSHbIMU, TaK
N C HEMOMHbIMU doopMaMn CUHAPOMA, YTO
yKas3bliBaeT Ha BO3MOXXHOCTb
MOONAULMPYIOLLIETO BNUAHUSA KaKUX-TO UHbIX
reHeTu4eCcKnX Unun cpeaoBbIX PakTopoB Ha

NMNAARAALIAA ATIAVY RMM/TAILIIAIA



NOJIHOU POPMOUN CUHAPOMA
TECTUKYNAPHOU dbeMmnHn3aLnm
ABNAETCA NpeaoTBpalleHue
OMNYyXO0J1eBOro NnepepoXaeHuns
TeCTUKyn (yganeHune nonoBbIX
Xenes), HaxoaAaLWmnXcd B
OpOLLHOW NOSIOCTMW.

[1pn HanNM4YMM BPOXXOEHHOU
BUPUNMN3aLNN HAPYKHbIX
NOJTOBbIX OPraHoOB NoKas3aHa



HeobxoanmMo NpeaoTBpaTUTb
nybepTaTHy0 BUpUNn3sawuto
HapYy>XHbIX NOSTIOBbIX OPraHoOB U
orpybeHue ronoca. B
nocrieonepaumoHHoOM nepuoae y
O0nbHbLIX C 3ATUMU dopMaMK
NPOBOOAT 3aMECTUTENbHYIO
ropMOHarnbHyIo Tepanuto
9CTPOreHamm c Lesnblo
BOCMOMHEHNS 3CTPOreHOBOIro



VIHTEepeCHO OTMETUTb, YTO B MEPBOM 3K30HE
reHa AR riokanmsoBaH HeECTabUNbHbIN
TPUHYKNEeoTnAHbI CAG-NOBTOP, 3KCNaHCUA
KOTOPOro, CONpoBOXaatoLlaacs
yBENMUYEeHneM nonurnioTaMmHOBOIoO TpeKka B
aHOpOreHoOBOM peuenTope, NPMBOAUT K
PA3BUTUIO CrilHasIbHO-byribbapHou
MbIlWeYHoUu ampogbuu, Nnu
borie3Hu KeHHedu, KOTopasi TakKe MOXET
COMpPOBOXOaTbCA TMHEKOMAaCTUEN U
MY>XCKUM Decnnognem, odbycrioBneHHbIM
aTpodomen an4ek n onnurocrnepmmnent



BJIAIOAPIO
3A BHUMAHME



