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O4yeBKNAHO, YTO ANdPdPepeHLNPOBKa
nona NPoucxoauT Ha HECKOJbKUX
YPOBHSAX: 1) reHEeTUYECKOM;

2) roHagHOM; 3) ropMOHanbHOM;
4) PEHOTUNMNYECKOM;

5) NCUXONOrM4YeCcKOM.
HacneacTtBeHHble HApPYLLEHUA Ha
Ka)XOOM U3 3TUX YPOBHEN MOTYT
NPUBOAUTL K penpoayKTUBHOW

ONCPYHKLNN



Imaribl co3pesaHUusi Nosio8bIx
KJ1emokK



Y yenoBeka nepBnYHbI€ NONOBbLIE
KNEeTKN MOryT ObITb OOHapyXeHbl B
nepBUYHOW NOSMOCKe yXXe Ha 16-18 AeHb
Pa3BUTUA, a UX AeTEPMUNHALINA
NPOUCXOOUT eLLle paHblLue. 3aTeM OHU
O0JIr0 MUTPUPYIOT, Nonagasd B
XKENTOYHbIVN MELLUOK, SHToAEpPMY
cpeaHen KUK U Ha 6-01 Heaene
PA3BUTUA —

B NOJ10Bbl€ BalTMKU (3a4aTKu roHag), roe
npeobpas3yoTcAa B OOrOHUN NNu

e mTaYta V.o naYSwaYHIV.EY.
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OOrMoOHUN OEeNATCA MUTOTUYECKU, B
pe3ynbraTe NX KONM4YecTBO OT UCXOOHbIX
1500-2000 BO3pacTaeT A0 HECKOSbKUX
MUNNMoHoB. MakcumaribHoe Yncno
OOroHueB (Ao 7 MIH) HabNaaeTcd B
AUYHMKAX NNOAOO0B XXEHCKOro nona Ha 7-oMm
MecsLe bepeMeHHOCTMI.

Cpa3sy 3a nepnoaom pasmMHOXeHUA crnenyer
arnonTos, n bonbLlasa YacTb OOrOHUEB
nornbatoT, a oCcTaBLUMECH BCTYNalOT B

MEWN03, HO He 3aKaH4MBaloT ero, TakK Kak nx

neneHne broKMpyeTcs Ha cTagun



OHN OKpYKatoTCA DONIUKYNAPHbIMU
KrneTkamu n B BUAe ooumToB 1-ro
nopsiika CoOXpaHATCA 40 MoSI0BOW
3penocTn. KonnyecTtBo OOLUMTOB K KOHLLY
bepeMeHHOCTN N Y HOBOPOXKOEHHbIX
YMEHbLLUAEeTcs A0 2 MSIH., K 7 rogam — o
300 ThbICAY, a K Ha4any nosioBoro
co3peBaHUA — 00 40 ThiCcAu.
PeanbHO B Te4eHWe BCeW XKN3HN
XXEHLLUMHLI OBYNMPYET He bonee 400-500
OOLIUTOB



[10 MmOMeHTa oByNnsALUUN BbIKUBLLNE
OoUNTbI | nopsiaKka NpoXoaAaT nepuosa
pOCTa U BHOBb BCTYNarKT B MENOS3,
KOTOPbIX OCTaHaBIIMBAETCA Ha
cTagmnmn metadasbl 2, Korga oHW
npeBpaLlaoTCcs B OOLUTbI 2-T0
nopsagka.

Menos nonHOCTbo 3aKaHYNBAETCH
NNLLb C HA4YanoM onyoaoTBOPEHUS



Y NON0OBO3pPESbIX MY>X4MH O0LLas
NPOAOOIMKUTENBHOCTbL CriepMaToreHesa
cocTaBnsieT 70-72 gHs.
3a 3TO BPEMSA CTBOSIOBbIE KITETKU
cnepmMaTtoreHHoro psiga
(cnepmaToroHmnmn) NPoxXoaaT nyTb
Pa3BUTUSA OO0 3PErbIX CepmMaTo30MO0B.
CnepmaToroHmn obpasyrotcs n3
NePBUYHbIX NOSIOBbIX KINETOK NyTEM
MWTO3a — 3TOT NPOLECC MPOUCXOOUT B
9MOpPMOHanbLHOM Nepuoae nNpu
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3aTeM OHU OKPY>KakTCA KIeTKamMu
LlernnoMnU4eCcKoro annTenus, obpasys
«MOSOBbIE TAXKN», N OCTAKOTCA B
HeanpdepeHLUNpPOBaHHOM BMAe
BMIOTb 40 Ha4ana rnoroBoro
co3peBaHunda. OCHOBHbIE aTarnbl
andpdepeHLNPOBKA
crnepmMaTto3onaoB NPOXOAAT BO
BpemMsa nepBon oasbl
cnepmaToreHesa — TECTUKYINAPHOWU



l locine MUTOTUYECKOro AeneHnsa u
andpdoepeHLNpPOBKN cnepmMaToOroHnn
BCTYNatoT B [iBa NocrieqoBaTenbHbIX

OeneHns menosa, obpasys
cnepmaTtouuTbl 1-ro, a 3atem 2-ro
nopsiaka n criepmaTtuabl € ransiougHbIM
YMCITOM XPOMOCOM.

OTU NpoLecchl NPONCXOOST B CTEHKE
N3BUTbIX CEMEHHbIX KaHarnbLeB. [pu
9TOM KJ1ETKM CriepMaToreHHoro psiga

HaXOOATCH B LMTOMNNa3Me KrneTok

(> ANTAFIA



B0 BpeMA BTOPOU 0a3bl
crnepmartoreHesa —
annanaemMmaribHOU —
3aBepluaeTca co3peBaHune
CnepMmueB, U OHU NpuobpeTatoT
NOABWMXHOCTbL. EXXeQHEBHO Y
MY>XYMH aKTUBHOIO
penpoaykTUBHOIo BO3pacTa
obpa3syeTcs cBblille 10
MWIIIMOHOB 3perbiX

raY e el al W at o VeVl BeuWallm)



[10 6-HegenbHOro Bo3pacTta 3a4aTku
roHag y aMmopunoHa pa3BnBatoTCA Kak
bunoteHUmnanbHble 0Opa3oBaHUSI.
X ondpdepeHLnpoBKka B CEMEHHUK
NN ANYHUK 3aBUCUT OT
XPOMOCOMHOro Habopa nepBUYHbIX
MONOBbIX KMETOK, MUTPUPYIOLLINX B
OMOpUOHanbHY roHaay



Pa3BuUTUE MO MY>XCKOMY TUNY W
andpdepeHUmpoBKa roHaabl B CEMEHHUK
3anyckaertca mecmuc-
demepMUHUpPYyrowWUM ghakmopom (TDF),
NOABIMEHNE KOTOPOro 00ycrnoBneHo
HaNN4YneM Y XpOMOCOMbI B NEPBUYHbIX
NONIOBbIX KIMEeTKax.

[1pn OTCYTCTBUU Y XPOMOCOMbI B
roHounTax bmnoTeHUManbHblE
OMOpUOHanbHbIe roHaabl POPMUPYIOTCS
B ANYHUK, N pa3BUTNE UOET MO

NIZONLIMIZSCONRNANT AN T A



['eHemu4YecKUuU KOHMPOJIb U
HacJsieOCmeeHHbIe
HapyuweHusi nosioeou
dughpepeHUUPOBKU



Taknm obpasom, onpeaensoLlyto posb
B NepBUYHON JeTEPMUHALUMKM Nofna Y
MI1IeKonuTatroLWmx nrpaeT Y-xpomocoma.
OTO CBOUCTBO Y-XPOMOCOMbI
onpenensieTca Hann4nem B HeM reHa
SRY, NpoOyKTOM KOTOPOro ABnsieTca TDF
— MpaHCKpUNUUOHHbIU gbaKkmop,
CMOCOOHbLIN CBSA3bIBATbLCH C
NPOMOTOPaMU rEHOB,
O0ETEPMUHUPYIOLLNX NOSTOBYIO

anapdepeHLNPOBKY



| 1Dy MY>XCKOM Kapuotune v geneuumn
reHa SRY pa3BuUTUE UOET NO KEHCKOMY
TUMY, XOTA MPM 3TOM OHO
COMPOBOXOAETCHA ANCreHe3nen roHas.
JTa HacneacTBeHHast NaTosnorns
nony4yuna HassaHue
cuHopoma Ceauepa.

Bce nauneHTKN C )KeEHCKUM (PEHOTUMOM
N HaNMM4YMemM Y XpoMOCOMbI OOSTKHbI
nogBepraTbCs yaaneHunto roHaa, Tak Kak
BENnKa BEPOATHOCTb UX

CND I/ AN IANNATIOINALIVAC



C Apyron CTOpOHbI NepeHOoC Ha X-
XPOMOCOMY UM ayTOCOMY NOKYyca
Yp11.31, coaepxaLllero reH SRY,
NPUBOAUT K POPMUPOBAHUIO MY>XKCKOIO
doeHoTUMNa NP >KEHCKOM KapuoTune —
cuHopom oe Jla Lllanens.

Y Takux My>X4mH HabnogaTCcH
HapyLleHnsa penpoaykTuBHOU oyHKLNN,
0OyCnoOBMNEHHbIE OTCYTCTBMEM JIOKYCa
AZF (Ygl11l.21), ydacTBYylOLLErO B
reHETUYECKOM KOHTpONe

e mFaYaS  V.EormatiwaYtEFaYsXe |



B petepmuHaunm nona
Y4aCTBYIOT He TOJIbKO FreHbl Y-
XPOMOCOMbI, HO TaKXe
ayTOCOMHbIE N X-XPOMOCOMHbGIE
[EeHbI.

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



Cpeau nepBou rpynnbl SRY-poACTBEHHbLIN
reH SOX9. Ko BTOpou rpynne oTHOCUTCA reH
DAX1.

B MopdoreHese roHaa Ha paHHeWn
bunoTeHumnanbHOM cTaaun y4acTBYET TakKxke
reH WTI1-Kn4YeBOou perynaTop
MopdboreHe3a MO4Yenos10BON CUCTEMBI.
[eH WT1 TpaHCaKTUBUPYET reH SRY, a Takxe
reH SF1 ctepongoreHHoro gakropa 1,
yyYacTBYyHoLLlero B gudpdepeHUnpoBKe roHaa
N cTEPONOreHese.

[eH SF1, B CBOI o4Yepenb, akTUBUPYET reH
NAY1



/10 Ha4yana NonoBOU
anpdepeHUNpPOBKU BbiBOOALLAA
cuctema aMObpuoHa npeacraBrieHa
BONbd0BbIMU U MIOSNIEPOBLIMMU
NPOTOKaMMW.
ObocobneHne Hapy>XHbIX NOSTOBbIX
opraHoB Ha4YMHAETCS C NATOU Heaenu
bepeMeHHOCTMI.

Y >KEHLMH MIONNEPOBbI NPOTOKU
npeobpasytoTca B doannonueBbl TPYOHhI,
MaTKy U BEPXHIOK TPETbL Brnaranuiia, a

BARL AADLTI MFRATALIZIA A TNAMNIZANR 7IATAC



Y My>X4MH HA00OpPOT, MION1IEPOBLI
NPOTOKU aTpodoUpyHoTCH, a
BONb@OBLI NpeobpasytoTcs B
ceMABbIHOCALLME NPOTOKU U
CEMEHHbIE MYy3bIPbKU.
3a pa3sBUTUE MIOIIIEPOBLIX
NPOTOKOB OTBEYaEeT reH WNT4,
NPOAYKTOM KOTOPOIro ABMAETCH
LIMCTENH-00raTbl CEKPETUPYEMBIN
MUKOMNPOTENH, NPpUHaANneXallnn
CEMEWNCTBY BHEKIMETOYHbIX

AIAFLIAMRL ILILIV ARAIrrannAam \A A+



[eH WNT4 3KCnpeccupyeTca B XKeNToM
Tere v ero NPoAyKT Ha PaHHMUX CTaaUAX
doNNnKynapHOro pocTa, y4acTBYyeT B
perpeccuu Knetok Jlemgmra n B
KOHTPOJS1E ME3EHXUMaribHO-
anuTenuanbHOro nepexoaa,
HeobxoamMmoro Ans pasBmuTnsa HedopoHa.
CornacoBaHHas 3KCMpeccusi reHoB
DAX1, SF1 n WNT4
HeobxogmMma ans 3aknagku n pasBuUTuUS
ANYHUNKOB



[lonoBaa andpdpepeHUMpoBKa
roHag cama no cedbe HegocTaTo4YHa
Ona OPMMPOBAHUA MYXKCKOIo U

YXEHCKOro dpeHoTtumna.
BTopnyHaa getepmMmuHaumg nona
npouncxoguT nog AeUCTBUEM
rOPpMOHOB, BblpabaTbiBaeMbIX

HaanovYe4YHnKamm 1 noroBbIMIA

xXenesamu



B dpopmMumnpoBaHnM My>KCKoro
doeHoTMNa y4acTBYOT ABa roOpMOHa:
aHmMuMoriieposhiu, Bbl3biBatoLLUA
PErpeccuto MINMepPoBbLIX MPOTOKOB,
N mecmocmepoH, NNN aHOPO2EH,
noa BNMAHUEM KOTOPOIro
doopMUpPYOTCA HE TONbKO NONOBLIE
opraHbl, HO U BTOPUYHbIE MY>XCKUE
NOJIOBble NPU3HAKW



[ eH aHTUMIoNNepoBOro ropmoHa AMH
aKTUBUPYETCHA reHOM SRY Ha 7-0U
Hepene bepeMeHHOCTU, U ero
9KCrnpeccuda NpoaomkaeTca oo
nybepTaTHOro nepuoaa.
bunocmnHTes TectocTepoOHa
aKTUBUPYETCA NPOAOYKTOM reHa SF1.
BaXkHyo posfib B pOpMUPOBaAHNU
MY>CKUX NONOBbLIX NPU3HAKOB UFPAET He
TONbLKO aHAPOreH, HO U ero peLuenTop,
Kognpyembin reHoM AR



BaXkHyo ponb B AeTepMmnHaLunn
nofia UrpatoT TakKe 3CTPOreHbl U
NX peLenTopbl.

OaHaKko Npu HegoOCTaTOYHOCTU
MY>CKUX MOMNOBbIX TOPMOHOB
Hapy>XHbl€ MOorioBbl€ OpraHbl
doopMUpYyOTCA NO XKEHCKOMY
TUNY HE3aBMCMMO OT Hann4uns
NN OTCYTCTBUSA 3CTPOreHoB



Mbl nepe4yncnunm TonbKo KrnroveBble
aTanbl NepPBUYHOU NOSTOBOM
anppepeHUNpoBKN. PyHKLUMOHAlNbHLIE
B3aMMOOTHOLUEHNA mexay
KOHTPOMUPYOLLXMWU 3TU NMPOLECCH
reHammu, onpenenstoT 0COOEHHOCTH
penpoOyKTUBHOW CUCTEMDI, a
HapyLleHna nx paboTbl accoLnpoBaHbI
C pa3BUTUEM HAacNeaCTBEHHbIX
3aboneBaHnK, 3aTparnBatoLLnX
NONoBYIO cdpepy



HacrneocmeeHHbIe HapyuweHUs
MY>CKOoU roJsioeou
oughpepeHUUpPOoB8KU, UNN pesepcuu
rosia XY (PlIXY) — 3TO reHeTun4yecku
reTeporeHHas rpynna 3aboneBaHuy,
XapaKkTepU3yrLLNXCA pa3BUTUEM
NONTOBOU CUCTEMBI MO XXEHCKOMY
TUNY NP HOPMarbHOM MY>XCKOM
KapuoTtune



OOHUM N3 reHEeTUYECKUX BAPUAHTOB
PI1XY aBnaetca cuHopom Ceauepa.
K cxogHOMY OeHOTUMY MOTyT
npuBoanTb Oyrisiukauyuu reHa DAX1.
MHakTuBMpytowmne mytaumm B reHe
DAX1 HanaeHbl Yy Marb4mnKOB C
8P OXXO0eHHOU aurnorinasueu
Haorno4ye4yHUKo8, codeTaroLencs ¢
2Uurno2oHaoompOorHbIM
2urno2oHaou3mMom



K PI1XY moryT npnuBoguTh
OOMWHAHTHbIE MyTaLWWN B reHe SF1 v
MUKpoaeneunn UMToreHeTU4eCcKou
obrnactn 9p24.3.

B nocnegHem cny4yae peBepcus
nona npu Kapuotune 46,XY c
doopmMnpoBaHNEM HaPYXKHbIX
XKEHCKUX FreHUTanmm n MaTkum He
CONPOBOXOAETCs KaKUMMN-Nnobo
OPYrMMn NPOSABNEHUAM
XpOMOCOMHOro ancbanaHca



AYyTOCOMHO-PEeLECCUBHbLIN TUM
PI1XY obycnoeneH mytaunamm B
reHe mpaHCKpUnyuoHHO20
gakmopa, y4acTBYyoLLEero B
MoOpQooreHese roHag Ha paHHeW
ovnoTeHumanbHOU cTaaumn —
CBX2



AYyTOCOMHO-OOMUHAHTHbIE TUNbI Pl IXY
MOTYT ObITb OOYCNoOBMeHbI MyTaLUUAMMN B
reHax MumozeH-akmusupyrouw,eu
KUHa3kl, y4aCTBYIOLLEN B KOHTPONE
anonto3a (MAP3K1); ogHOro m3
pezgyrnsamopoas rnosioso20 Mopgho2eHesa
(DHH) n dpbepMeHTa,
ou2uodpoouosioeauopo2eHassbl,
y4acTBYHOLLEro, B YaCTHOCTU, B
MeTabonmname rmoKOKOPTUKOUAOB,

NnporectnHoB 1 NnpocTtarfaHanHoB
[AlD1r 9\



PeBepcusa nona npu My>ckom
KapunoTurne MOXeT HabntogaTbes y
OONbHbLIX KaMrioMeriu4ecKkou
oucrinia3ueu, obycnoBrneHHoOu
MyTauMAaAMM B reHe TPaHCKPUMNUUOHHOIo
doakTopa Sox9, KOTOPbIN ABNSAETCS
O4HUM N3 Hanboree paHHNX MapKepoB
andpdepeHUnpoBKU anyek. NogvyepkHem
elle pas, YTo reH SOX9 akTuBMpyeTcA
NPOAYKTOM reHa SRY. A caM reH SRY,
TaKXKe KaK reH SF1, akTuBMPYHOTCA

FNAFR\N/IIT™TARE FALIN \A/T 1



[ToaTOMY HEYAUBUTENBHO, YTO
HeKoTopble MyTauumn B reHe WT1
COMPOBOXOATCA rEHUTaNnbHbIMU
aHOManMaMKn y My>X41H, BNNOTb A0
NOJSTHOW peBEpPCUM nona.

ITN aHOMalIMM COYETarTCH C NOYEYHON
HeOoCTaTOYHOCTbIO M BbICOKOU
npeapacrnornoXXeHHOCTbIO K
BO3HWUKHOBEHUIO OMYyXO0S1en NoYeK
roHag — annenbHble cUHOpoMbI []JeHuca-
Lpawa, ©peusepa, Muyema



[TpnumnHomn pesepcuu rnona XX
(PT1XX), TO eCTb pa3BUTUHA NONOBOWU
CUCTEMbI MO MY>XXCKOMY TUMY NPU
Kapuotune 46,XX, MOryT ObITb
TpaHcnokauun reHa SRY Ha X-
XpomMocoMmy (cuHOopom Oe Jis
[l/aneris), a Takke geneunm u
TpaHcnokauuy NpokcumMarbHoro
oTAerna KopoTKOro rnreya
XPOMOCOMbI 9



MyTauun B reHe WNT4 oOHapy>XnBatoTCS
npu ABYX annesnbHbiX 3abonesaHnAax c
PI1XX: ayTOCOMHO-OOMUWHAHTHOW arsiasuu
MIOJ171€p08bIX MPOMOKO8 Y XXEeHWUH B
COYeTaHWUn C aurepaHopPo2eHU3IMOM W
netanbHOM ayTOCOMHO-PEL,ECCUBHOM
SERKAL-cuHOpome (PINXX B coyeTaHum c
an3reHesnen novyek, Haano4vYeyHnKoB U
Nerkux).

[1py gynnukauuax reHa SOX9 c
yYBENMNYEHNEM YPOBHS €ro 3KCMPEeCCcun Takxe
HabngaeTca My»XXCKOW doeHOTUMN NPw

vraniiNnTiAaimna A1AGAY Y



HekoTopblie MyTauun B NePeYUCIIEHHbIX
BblLLIe reHaxX NPUBOAAT K Pas3nmnyHbIM
doopmam eepmachpooumu3ma.

K My>XCKOMY NOXXHOMY repMmadopoanTmusmy
MOTYT NPUBOAUTL AedEKTh
YyBCTBUTENBbHOCTU TKAHEU-MULLEHEN K
aHaporeHam, obycrnoBrieHHbIE, B YaCTHOCTW,
MyTaUUAMM B reHax aHMmumMrriiepoe8o2o
2opmoHa (AMH) v ero peuenmopa (AMHR2)
— ayTOCOMHO-peL,eCcCUBHbLIE CUHOPOMbI
rnepcucmeHyuu (HesapauwieHusl)
MFOJ171€p08bIX MPOMOKO8



BonbHbIE MY>X4YMHBI NPU HOPMaASIbHOM
KapuoTurne UMeoT XKEHCKOE CTPOEHNE
Hapy>XHbIX NMOJSIOBLIX OPraHOB B COYETaHUN C
rmnocnagmen n MMKpPONEHNCOM.
KnnHn4yecknmm nposBneHnsIMn
3aboneBaHnsA MOryT ObITb MaxoBbI€ MPLIXKY,
HegocTaToO4YHOE OBOJSI0CEHME NOOKOBOU U
noamMbiLLEeYHOU obnacTen, 4YacTo B
COYETAHUU C XKEHCTBEHHbLIM OEHOTUMOM.
[1pn 0bcnegoBaHMM MOryT ObITb
oOHapyXeHbl dannonuesbl TPYOLI B
MaxoBOM KaHare, B HEKOTOPbIX CIy4Yasax —

DQAUATUVIA NAATVIA



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

pedykmasbl 2 (SRD5A2), TakkKe SABMAIOTCA

OQHOWN N3 HacneacTBEHHbLIX NPUYNH
Pa3BUTUA MYXKCKOIO JTOXHOrO

repmadopogmntTnama. KnmHnyecknmm

NPOSIBIIEHUAMM 3TOIO CUHAPOMA ABNAKOTCH
HenonHasa BUpuUnn3aumnst HapyHblX
NOMOBbLIX OPraHoOB, rMrnocnagusa co crieno

3aKaH4YMBaKLLMMCS Briaranumiiem,

KPUMTOPXMN3M U rmnonnasuns

NMNAMACTATAMLLNAIA \WAMNA2L|



b OONbLWMNHCTBE Cly4aeB
Hapy>XHble NOJI0OBblE€ OpraHb|
MMEIOT XXEHCKUU TUN NPU
Hann4Ynm an4yek B NaxoBom
KaHane. ViHorga npwu
OOCTMXEHUN nybepTaTHOro
nepuoaa HacTynaet
BblpaXXeHHaa BUpunusauus
Hapy>XHbIX NOMOBbIX OPraHoB.,
TpebytoLas XMpyprumyeckomn

'V el 2 aaVealVidEEVEY E Ve e Ve



BpoXaeHHbIN ngnonatnyecknm
2Uno2oHaoomporHbIU
aurioecoHaouam (BUAT'T)

XapaKkTepunsyeTca HU3KMM YPOBHEM
LMPKYNUPYIOLWLKUX rOHaO0TPOMNUHOB U
TECTOCTEpPOHA C BblpaXXeHHOW
3a4eP>XKOW NMonoBOro Co3peBaHnA
NPU OTCYTCTBUN KaKUX-NMDO NHbIX
rmnotanamyc-runomaapHbIxX
aHoOManuu



OTa naTonorms MOXeT pa3BMBaTbCA Npw
HeaoCTaTO4YHOU CeKpeunmn 20HaoomporiuH-
punu3uHa 2aopmoHa (FTHPI') — pekanentunaa

rmnoTofiamyca, KOTopbln ABNAETCH
KINOYEeBbIM HEVPOPETYNATOPOM
PENPOOYKTUBHbLIX NPOLIECCOB.
ConyTCTBYHOLWUMUN NPOABIEHNAMN
3aboneBaHnsa MOryT ObITb BapbupyoLme no
CTENEHN TAXKECTU PpacCTPoOUCTBa OOOHAHUS
(cuHOpom KarnnmaHa), pacwenneHne Heba,
HEeNpOCeHCOopHaa TYroyxocTb



B HacTosallee BpeM4
MOEHTUMPULUMNPOBAHbLI FEHbI 18
HacneacTeBeHHbIX TUnNos BUIT .
OTU reHbl COCTaBMNAT FEHETUYECKYIO
CETb, OTBETCTBEHHYIO 3a
HENPOIHOOKPUHHBLIA KOHTPOIb
penpoayKkunn YyenoBekKa.

[1pn 3TOM MyTaLUKM B HECKOJIbKUX FreHax
B PaA3nM4YHbIX KOMOUHaLUMAX MOTYT
NpuBOOUTL K N30NTMPOBAHHOW
HeaoocTtaTodHOoCTU [HPI



[TouTn y 20% 60nbHLIX BUT'T
OOHOBPEMEHHO MPUCYTCTBYIOT
MyTauun B ABYX U bonee reHax,
npuyem B OOMbLUMHCTBE
ONMUIOreHHbIX Criy4yaes, no
KpanHen mepe, OauvH reH
NPUHaONEXNT K CEMENCTBY
donbpobracTHbIX akToOpPOoB
pocTa



| eHETUHECKN TeTEPOIreHHbIV
cuHOpom KaririmaHa OObACHSIET
OKono 20% Bcex cnydaes BUIT .
X-cuenneHHbIN TUM
3aboneBaHna obycnosneH
MyTauUusaMKn B reHe KALI,
KOTOPbIN aKTUBHO
9KCMpeccupyeTcd B
ODOHSATENbHbLIX HEPBAX, a ero

NPOAYKT y4aCTBYET B KOHTpOsie
R A1 A4A4AF VSN 140 4 I_I IDI_



[Tpn ayTOCOMHO-AOMWUHAHTHOM TUNME
MyTaLun HanaeHbI B reHe peuernmopa 1
pubpobriacmHbix gpaKkmopos pocma
(FGFR1) nHorga B COMEeTaHuun C
reTepo3nNroTHbIMMU MyTaLUAMK B reHax
pubpobriacmHoz20 chakmopa pocma 8
(FGF8) n peuenmopa HPl (GNRHR).
[Tpnyem nsonnpoBaHHbIe AOMUHAHTHbIE
MyTaLWUU B KaXXO0M U3 3TUX OBYX FEHOB
TakKke MoryT npusoantb K BUT'T



BTOpbiMK NO YacToTe ABMNAKTCA
Tmnbl BUI'T, obycnoBneHHble
MyTaLUUAMU B reHax
rnpokuHeuumuHa 2 (PROK2) n ero
peuernmopa (PROKR2).

OHW cocTaBnAT OKOso 10%
BCEX cny4yaeB 3aboneBaHus



[lpOKUHEUUMUHbI — 3TO HEBONbLUME
CEKPETOPHbIe Denku, y4acTByoLLME B
perynaunm umpkagHbiX pUTMOB.
OHW NPUCYTCTBYIOT B rnnotanamyce u
OOOHATENbHbLIX TYKOBULAX U ENCTBYIOT
Kak XemMoaTTpaKTaHTbl AN
HENPOHanbHbIX NpeaLecTBEHHUKOB.
OcTtanbHble TUNbl BUT'T, BKNo4yasa ToT,
KOTOPbIN OOYCOBNEH PELIECCUBHbLIMIA
MyTaumnamu B reHe [ HPI (GNRH),
BCTpe4aloTcAa 3HAaYUTENBHO pexe



My>XCKoe U >XeHCKoe
6ecnnodue



HacnencTBeHHbIE MPUYNHBI
rnepeu4yHo20 becrnnoous
OOCTaTO4YHO pa3HOODpa3HbLI, Npw
3TOM HYXXHO pasnuyaTtb MY>XKCKOe U
)XeHckoe becrinooue.

Bce BapuaHTbl peBepcun nona v
repMmadgpoanTmama
conpoBoXaatoTcs becnnoanem



HapyweHna rametoreHesa
ABNAKTCA OAHUM U3 BeOyL X
NPOABNEHUN XPOMOCOMHbIX
bones3Heun.

Y 2-3% MYXXYUH BbIABMAETCH
ONMMro3oocnepmMma  Unu
asoocnepmud. [lpn atomy 10-15%
MY>XX4YMH C a3oocnepMnen ny 5-8% c
ONMMro300CNepPMUEN BCTPEYAIOTCS
aHomarsuu Kapuomura



[10 30% cny4aeB
HEeOOCTPYKTUBHOM a300CNeEPMUN
N TAXKEernowu onnmrozoocnepmMmmnim
BbIi3BaHbl MUKpOAeneLumamum,
BO3HUKaKOLWLMMU de novo B
KNneTKkax cnepmMaTtoreHHoro psaa



[10 30% cny4yaeB HEOOCTPYKTUBHOM
aszoocriepmuu U TSXKeNou
ONMMro300CnepMnn Bbl3BaHHLI
MUKpoaeneyunamm, BO3HUKaLWNUMKN de
novo B KNETKaxX crnepmMmaTtoreHHoro paaa.
Ualle Bcero atn gedoeKkThl
pacnofiararoTcs B AUCTallbHOMN YacCcTu
OJNTMHHOIO nneYya Y-XpoMOCOMblI, rae
HaxoauTca NoKyc AZF, NONy4YuBLUUN
Ha3BaHWe
«gpakKkmopa a3zoocrepmMmuu»



IOTOT JTOKYC CoAepPXNUT 3 y4yacTKa
(AZFa, AZFb n AZFc),

B KaXXJOM N3 KOTOPbIX MPUCYTCTBYIOT rEHbI,
y4yacTBYHOLLME B KOHTPOME criepMaToreHesa.
Ualle Bceroy 00bHbIX MYy>XXYUMH
HabnogatoTca MUKpoaeneunm nokyca AZFc.
Heneunn B nokyce AZFb cBsi3biBatoT ¢ bonee
TSKENbIMWN HAPYLLEHUAMU CriepMaToreHesa.
[leneunn B AZFa 0ObIYHO
oDHapyXXuBatoTcs Npwu
CUHOpOMeE «morsibKO Kriemku Cepmornu» |
muria



B cpegHeM, YacToTa MuKkpoaeneumnm
B NTOKyce AZF npu a3zoocnepmMmmm
COCTaBNsAeT 15% 1 npu TaXenowu

oNInMro3oocnepmMumn — 6%.

B gononHeHue K geneymam 3Toro
JTIOKyca K HEOOCTPYKTUBHOW
a300CcnepmMmun u
rmnocrnepmaTtoreHesy npmBoaaT
MyTauuun B reHe USP9Y,
pacnornoXeHHOM B IoKyce AZFa



KOHe4yHo, AZF — He eAUHCTBEHHbIU INOKYC,
CBA3aHHbLIN CO CrepMaToreHe3om.
HacnencreBeHHas
criepMamoz2eHHas Hedocmamo4yHoOCMmb
(CH) MOXeT ObITb CBA3aHa C
peopraHnsaunsaMm XpomMocombl 1.
OCHOBHbIMM NPUYNHAMU MOHOTEHHbIX
doopm CH aBnatTca degpekmsl Melto3a
B cnepmMartoumuTax unm HapyLueHums
Mopagbosio2uu criepmMamo3ouoos



K nepBomy knaccy otHocutca CH,
obycrnoBrieHHasa MyTaLUnuaMmn B reHe
berika 3 cuHarimoHemalsibH020
Komririekca (SYCP3).
[TpnynHon gpyroro tnna CH
ABMAITCA HapyLleHNa B paboTe
cneundonyecKkoro
criepmamo2eHH020 KamuoHHO20
KaHasia, obyCcnoBnNEHHbIE
MyTaunsamm B reHe CATSPER



HeobblvHaga mopdhonormnsi cnepmMmaTto3omioB
(KpynHasa ronoBka, MHOIMOXryTUKOBOCThL) B
COYeTaHuu ¢ ux nonunaonanen,
obycrioBrneHa myTtaunamm B reHe AURKC,
NPOOYKTOM KOTOPOro ABMAETCHA
npomeuHKUHa3a, y4acTByloLLas B
pasoesfieHuUU UeHmMpocomsbl N cegpeaayuu
XPOMOCOM B MUTO3E.

[ledekTbl akpocom, npuBogdaLLmne K
arobosoocrepmuu, 00yCrnoBneHbl
MyTaUUAMMN B reHe criepMamozeHes-
accouuuposaHHoz20 berika 16 (SPATA16)



OpaHako B 75% crny4yaeB Npuy4nHou
rmobo3soocnepmMun y My>k4mnH
PA3HOro 3THNYECKOro
MPOUNCXOXKOEHUA SABNAETCS
MPUCYTCTBUE TOMO3UTOTHbLIX 200-K6
oesrieyuu, 3aTparnBaroLLmX reH
DPY19L2.

ITOT reH n3oupaTtenbHo
9KCMNpeccupyeTcs B TECTUKYNAX U
Y4YaCTBYET B KOHTPOISIE
cnepmartoreHesa



[Tpn mykoBucumao3e HabnogaeTcs
nporpeccupyroLlas
HENPOXOAUMOCTb CEMABBLIBOOALLNX
NPOTOKOB 1 HApyLUEHUSA
crnepmMartoreHesa.
bonbHble MYKOBUCLMOO30M
MY>K4YMHBI, KaK npaBunno, becnnoaHoil



B HacTodllee BpeMsa onmcaHbl
bonee 80 myTauumn B reHe
MyKosucuyuoo3a (CFTR), KOTOpble
NPUBOAAT K BPOXXOEHHOMY
onnartepanbHOMY OTCYTCTBUIO
CEMSBbLIHOCALLNX NPOTOKOB U
asoocnepmMmun, nHoraga oes
nposaABNeHna apyrmx Nnpu3Hakos
MYKOBUCLIMO03a



Kpome Toro, YactoTta 2emepo3u20mHbIX
HocuTeneun mytauumn B reHe CFTR cpeau
naLuMeHTOB C bmnaTteparnbHbIM
OTCYTCTBUEM CEMABbLIHOCALLNX
NPOTOKOB COCTaBnaeT 4/%.

[1o KpanHen mepe, 14% MY>XXUUH C
asoocnepMmen n 17% — c
ONnMMro3oocnepmMmnen sBNAKOTCS
reTepo3nroTHbLIMMU HOCUTENAMN MyTaL UK
BredHe CFIR



HacnenctBeHHbIMM BapuaHTaMu
NnepBUYHOIO XXeHCcKoro becnnoans
ABNAKOTCA 2uriepaoHadomporHas
oucaeHe3Uus AUYHUKO8 U CUHOPOM

npexoespemeHHoU Hedocmamo4yHocmu
SAUYHUKOS.

[n3reHe3na ASNYHNKOB OO BACHAET OKOJSIO
MOSTOBUHbI CIy4aeB NePBUYHOM
aMeHOpEeU N 4YacTo OHa CBsI3aHa C
KPpyMnHbIMW NEPECTPONKaMn B
X-XpomMocome



AYyTOCOMHO-peLiecCcnBHas
aurnepaoHadomporiHasd ouca2eHe3us
AUYHUKO8 1-20 muria B COYETAHUN C

TSXKErnblIM OCTEONOPO3OM U

HEKOTOPbIMN APYrMMU
HapyLueHnsaMn obycrioerieHa
MyTauUUAMMN B reHE peuernmopa
QQOSITUKYTO-CMUMYyupyrow,eao
20pMoHa (FSHR). OTO MOHOreHHoe
3aboneBaHne ocobeHHO YacTo

BCcTpe4vaeTcs B DUHNSAHANN



[ lpn4mHoOUM pas3BUTUA
X-cuersieHHoUu An3reHe3nn
ANYHUKOB 2-20 muria ABNSAIOTCS
OOMWHAHTHbIE MyTaLUKN B reHe
KOCMHO20
Mopgbo2eHemu4ecKkoa20 berika,
y4acTBYHOLLEro B perynauumn
doonnukynoreHesa (BMP15)



CUHOpOM ripexxoespemeHHoU
HedocmamoYyHocmu SSU4YHUKOB — 3TO
reTeporeHHasa rpynna 3abonesaHuy,
NPU KOTOPbIX BTOPUYHAs aMeHOpeSt

C NOBbILLIEHHbLIM YPOBHEM
CbIBOPOTOYHbIX FOHAOOTPOMNHOB
pa3BMBAETCH B BO3pacTte A0 40 ner.
B HacTosallee Bpem4

MOeHTUPNLUNPOBAaHbI 8 FrEHOB,

aCCOLMNPOBAHHBLIX C 9TUM
3aboneBaHneM



Tpw N3 HUX OKa3anuchb
fToKaJin3oBaHbl B ANTMHHOM nre4ye X-
Xpomocombl — FMR1, DIAPH2 v
POF1B.

MyTauum B Kaxxaom 13 3TUX reHOB
obnagaroT AOMUHAHTHbIM
AP eKTOoM.



HanoMHUM, YTO AMHaAMUYeCKMe MyTaLun
B reHe FMR1, obycnoBneHHble
aKkcrnaHcunen CGG-noBTopa, NPUBOAAT K
cuHgpomy MapTtuHa-benn.

Y OOnbHbIX )XEHLUUH C
npexxaeBpeMeHHON HeJOoCTaTOYHOCTbIO
ANYHMKOB ODHapYyXMUBaloTCA
npemyTaunn B reHe FMRI1, TO eCTb
kKonnyectBo CGG-TPUNIETOB
Korneonertcs B npeaenax ot 40 go 50



[eH DIAPHZ2 y4acTBYeT B KOHTpoOne
UUMOKUHe3a, a reH POF1B kogupyeT
aKmuH-csesi3bisarowuu beriok.

B HekoTopbIX crny4asx y 00MbHbIX
XEHLLUWH NPUCYTCTBYIOT
cbanaHcupoBaHHbIe TPpaHCoKaLuu,
3aTparmBatoLime anmnMHHoe nrneyo X-
XPOMOCOMBbI.

[1pn 3TOM B TOYKaX pa3pbiBa YacTo
OKa3bIBalOTCA NOKaNn3oBaHbl FreHb
DIAPH2 wnu POF1B



XPOMOCOMOWN AOMUHAHTHbLIN TUM
npexgeBpeMeHHoON HeaoCTaTO4YHOCTH
ANYHUKOB SABNAETCA allnenbHbIM
BapMaHTOM AN3reHe3nm AN4YHMKOB 2
TUNa, Tak Kak obycrnoBreH mytaunsamm B
reHe BMP15.
AYyTOCOMHO-AOMUHAHTHbLIE TUMb
3aborneBaHus 0bycrnoBneHbl MyTaLnaMm
B reHax TPaHCKPUMNUWUOHHbLIX (0aKTOPOB,
NPenMyLLEeCTBEHHO
aKcnpeccupyroLwmxesa B oounTax (FOXL2;



AdpeHo-eeHUMasnibHbIU
CUHOpPOM



AdpeHoaeHumarnbHbIU cuHOpoM (AlC)
— QTO reTeporeHHas rpynna
ayTOCOMHO-PeLEeCCMBHbIX 3aborneBaHnH,
O00OYyCNOBMNEHHbIX MyTaLUMUAMMN B reHax
doepmMeHTOB ODMOCUHTE3A
CMepPoOUOHbIX 20PMOHO8
HaOorno4Ye4yHUKo8.
YMeHbLUEHNE WM OTCYTCTBUE
aKTUBHOCTWN HEKOTOPbLIX PEPMEHTOB
cTepougoreHesa ConpoBOXOaETCH
aurneprisiaueu Kopbl HA0NMoOYe4YHUKOB8



[1pn aTOM HapyLlaeTcs BbipaboTka

KOpTW30sa Haano4Ye4yHmnKkamu, n ero

0edonunT NPMBOOUT K N30bITOYHOW
npoaykunn AKTI -3aBUCUMBIX CTEPOMNOOB.

Obuwaga pacnpocTtpaHeHHocTb AIC B
pa3HbIX NONYyNAUMAX COCTaBNAET 1 crnyyan
Ha
5000 — 15000 HOBOPOXOEHHBIX.

B HacTodllee BpemMsa onmcaHo 5
reHeTnyeckunx tunos AlC.
[ednuunty Kaxxgoro n3 epmMeHTOB
COOTBETCTBYET cneundgunyeckas

ryraouvuiauarryraad ranTmaun s nAAananAauiaa
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asnsetcd 3 tun AlI'C, nnmn cuHapom
oecbuyuma 21-2uopokKcuriassbl,
obbAcHAOLWMM bonee 90% BCcex cny4yaes
3aboneBaHus.

OH obycrnoBneH myTaumsmMu B reHe
KIto4eBOro doepmMmeHTa bnocmnHTesa
rOPMOHOB KOpPbl HaAMOYEYHMNKOB — 21-
rmpgpokcunasbl (CYP21A2).

ITOT PEPMEHT KaTanmnsnpyer
npeBpalleHne 17-
rmapoKkcunporectepoHa B 11-



ChnenocrememM geuynta 21-
rmapokcunasbl ABNAeTcA
YMeHbLLUEeHNe cogepaHus
KOpTU3ona v anbgoCcTepoHa B
nnasme KpoBU, N30bITOYHAS
cekpeuunsa AKTI, noBbllLeHKe
npoAayKuun npealecTtBeHHNKOB
KOpTU30na, aHapOoreHoB U NONOBbIX
cteponaoB. AKTI HenpepbIBHO
CTUMYIUPYET CUHTES LLUTOXPOMOB
PA450, BOBIe4YEeHHbIX B MPOM3BOACTBO

1IZ/ONVYNTI1ADN TN



HakonneHue 17-rmapoKkcmnporectepoHa
BbI3bIBAET MOTEPIO HATPUSA N 3a0EPXKKY
Kanus, YTO CONPOBOXOAaeTcA NOTepen Boabl.
[ unepakcnpeccua AKTI ctumynupyer
CUHTE3 aHOPOreHHbIX NpeaLlecTBEHHUKOB U
TECTOCTEPOHA, YTO NPUBOAUT K HAPYLLUEHNAM
Pa3BUTUA MONOBOU CAPEpPbI, a Takke
COMNPOBOXOAETCHA MOBbILLEHHbBIM BbIOPOCOM
MenaHOCTUMYNUPYHOLLIEro rOPMOHa,
OOBACHAKLLNM, B YHaCTHOCTH,
rmnepnMrMeHTaumto HapyXHbIX reHuTanumn



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



B nepBom cny4ae y 605bHbIX
HabngatoTCcs BblpaXXeHHbIE
HapyLLeHUa corneBoro oomeHa B
BUAOE rTMMNOHATPUEMUUN U
rmnepkanmemMmu, KotTopblie y
HOBOPOXOEHHbIX UM B PaHHEM
HeoHaTanbHOM Nepmnoge MoryT
NPUBOOUTL K BHE3aMNHbIM
Kpmn3am



[OnntenbHOCTb KPU30B BapbUpyeT
OT HECKOMbKUX MUHYT A0 nony4aca,
a MHOrga OHW 3aKaH4YMBalOTCH
rmoenbo 0OONbLHOrO.

Ha 2—-3-1 Hegene Xn3Hm y pebeHka
NosAABNSATCSA Hecneundondeckme
CUMMTOMbI: BANOe cocaHue, YacTble
CpbIrMBaHUA U PBOTA, Anapes,
noTeps Mmaccbl Tena



HapacTtaHne 3NeKTPONMUTHbIX
HapyLLeHUX NPUBOAUT K pa3BUTUIO
rMnoHaTpmeMmn4yeckon gernaparaumu,
rmnepkanmemMmmn, Metabonnyeckomy
aunao3y U KapanoreHHOMY LLOKY.
HapyLueHuns coneBoro metabonmama
COMPOBOXOATCA pa3nMUYHbIMU
NnopoKamMun pasBUTUA HaPYXXHbIX
NONOBbLIX OPraHoB, Bbipa)XeHHOCTb
KOTOPbIX 3aBUCUT OT CTEMEHN
OCTaTO4YHOW aKTUBHOCTU OEEKTHOrO

AMAantIAaLITA



| lpocTaa gopma 3aboneBaHug,
cocTaBngdtoLlaa 1/3 Bcex cny4yaes,
NposABsiETCS B BUAE
N30NMMPOBaHHON BUPUNN3aLIUA
HapYy>KHbIX MOMNOBbLIX OpraHoB be3
rpyObIX HapyLLEHNN IOPMOHAabLHOIo
MeTabonmama.
Y OEeBOYEK C poXKOeHUs
HabnaatoTCcA NPU3HaKKU
MacCKynnHu3auumm, nHorga
3aTpyaHAaLMe onpeaeneHue nona

NAARALILZA



Y Mane4nKoB BUpUIbHaa qopma
ONarHoCTUPYETCd C 5 NeT 1 cTapLue npu
NOABNEHNN NPU3HAKOB
npexgeBpeMeHHOro noyioBOro
don3nyeckoro pasBuUTUA, YTO MOXKET
ObITb NPUYNHOUN HEAOEKBATHOIO
noseaeHus. [lpexxgeBpemMeHHoe
cO3peBaHMe KOCTHOW TKaHWU NPpUBOAOMUT K
HU3KOPOCIIOCTM.

PocT O0rMbHbIX YKEHLLUWH, B CpeaHEM,
coctaBngeT 140-150 cm, a My>X4YUH — Ha

1N ~n2 AAEFL 1LTIA



Heknaccuyeckne nnum B3pocrible
BapunaHTbl Al'C BKkntovatoT
pa3nnyHble HapyLLUEeHNA NOSIOBOIo
CO3pEeBaHMA B NOAPOCTKOBOM UMK
nybepTtaTHOM BO3pacTe B BUAE
TMPCYyTU3Ma, Yyrpen, aMmeHopeu,
becnnogus.

[1Na neBo4vek xapakTepHo paHHee
MeHapXxe 00 pa3BUTUS MOSTOYHbIX
Kenes, MackyrnmHHoe
TENOCNOXeHNE



[eH CYP21A2 pacnoJiOoXeH B
obnacTu nokannsaumm reHoB HLA-
KOMMNJieKkca, KoTopas oTnn4yaeTcs

BbICOKOWU PEKOMOWUHOMEHHON U

MyTareHHOW akTUBHOCTLIO.

B HenocpencTBeHHOW OMN30CTU OT
reHa CYP21A2 pacronoxeH
ncesaoreH CYP21A1P, HeakTUBHbIU
BCNeOCcTBMe Hannina Lernou cepumn
MyTaLnu



CneKkTp MmyTauumn B reHe CYP21A2y
60nbHbIX Al'C-3 XOpPOLLO U3Yy4EH.
LLInpokoe pacnpocTpaHeHune B pa3HbIX
nonynaunax UMeroT KpyrnHble aeneuun,
BKIoYaloLme Becb reH CYP21A2,
MyTaLWnn, FOMOMNOIMYHbLIE TEM, KOTOPbIE
NPUCYTCTBYIOT B nNnceBaoreHe CYP21A1P n
«XUMEPHbIE» KOHCTPYKL MU, COCTOSALLNE
N3 doparMeHToB reHa CYP21A2 v
ncesgoreHa CYP21A1P



[Tpn Knaccuyecknx BapmnaHtax AlC3 —
CONbLTEPAIOLLEN U MPOCTOUN —
BbIABNAIOTCA pPa3Hblie Ma)OpPHbIe
MyTaLUW.

B nepBomM cny4yae camou YacTou
ABNAETCA Aeneuns Bcero reHa (delA2),
NPUCYTCTBYIOLAA NMOYTU Y MONMOBUHBI
OTEYECTBEHHbIX DOSbHbLIX, B TO BPEMS
Kak BO BTOPOM clly4ae Ha nepBoe MEeCTO
BbIXOOAUT OOQHA U3 CrI1aCUHIOBbIX
MyTauunm (28%)



ICCB/I0ICH




Cpeau naymneHToB C
noao3peHnem Ha
HeKknaccu4yeckun BapunaHT
BPOXXOEHHOW runepnnasnmy Kopsl
Haano4ye4yHKoB MyTaL MK B FreHe
CYP21A2 nAEHTUMULNPYIOTCA
npumMmepHo B 10% cny4yaes
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CuHOpOM mecmukynsipHou
gpeMuHuU3ayuu



CuHOpoM mecmukyrndapHou
emuHu3ayuu, NN CUHOPOM
He4yyscmeumesibHOCmu K
aHopozeHaMm — X-cuernreHHoe
peLieccuBHoe 3aboreBaHue,
obycnoBneHHOe NPUCYTCTBUEM
MHaKTUBMPYIOLLMX MyTaL U B
reHe aHapOoreHoBOoro peuenTtopa
(AR)



[laToreHes3 cMHOpomMa CBsA3aH C
NOJSTHbIM UM YaCTUYHbIM
OTCYTCTBMEM YYBCTBUTENBLHOCTHU
TKAHEW K aHOpOoreHam.
PacnpocTpaHeHHOCTb
3aboneBaHnAa cocTaBnyaeT 1
cny4damn Ha 50000-70000
HOBOPOXOEHHbIX



B 3aBUCUMOCTU OT CTENEHN
HEeYyBCTBUTENBHOCTH
nepumepnyecKkmnx peuenTopoB K
aHgporeHam pasnuyaroT NOJTHYI0
doopMy 1 HEMOJTHYIO POPMY,
Korga YyBCTBUTENbBHOCTDL
M3Ha4anbHO YaCTUYHO
coXpaHeHa Unm 4YacTun4Ho
BOCCTaHaBNMBAaETCA B
nybeprtaTHOM nepuoae



KnnHn4yeckn 6onesHb y Manb4nkoB
NPOSABSIETCS B BUAE /TIOXKHO20
MYXCKO20 2epmMaghbpooumu3sma npwu
HOpMalibHOM MY>XCKOM KapuoTtune 46,XY.
[TonHaa gopma xapakTepusyeTc
Hann4Ynem Hapy>XHbIX MONOBbLIX OPraHoB,
CcdOopMUPOBAHHLIX MO XXEHCKOMY TUMY.
[1pn 3TOM BRaranuile 3akaH4YMBaeTCA
cfeno, a MmaTKka, AUN4YHUKU N nNpocTaTa
OTCYTCTBYIOT



[TonoBble Xenes3bl NpeacTaBieHbl
ANYKaMW, KOTOPble pacnosiaratoTcs
BHYTPUOPIOLLNHHO, B NOMNOBLIX rybax
NN NaxoBOM KaHane, opmMunpys
rpbXeBoe BbiNsg4MBaHME.
AHOMarbHOE pacronoXeHmne anyek
CNOCcOOCTBYET pa3BUTUIO
rePMUHOIEHHbIX ONYXOJen, KOTopble
MOTYT NoABNATLCA B Bo3pacTte 20-30
NneT Uunn ctaplue



Monou4Hble Xenesbl XOpoLUo
Pa3BUTbI, MPUN STOM
noaMbliLLEYHOE U NODKOBOE
OBONMOCEHNE — CKYOHbIE.
TenocnoxeHue,
OMOLIMOHANIbHOE U CEKCyanbHOE
nosegeHmne 00sbHbIX
COOTBETCTBYET XXEHCKOMY TUMY



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



deHoTnn BonbHbIX, Kak NpaBuno,
MY>XCKOW, HO CONPOBOXOAaEeTCA
PA3NMMYHOUN CTEMEHBLIO rNMonIa3nm
NOSIOBbIX OPraHOB, KPUMTOPXU3MOM,
rmnocrnaguen, pacLienneHmemM MOLLOHKN
N HapyLleHneMm criepmaToreHesa, crnabo
BbIpaXX€HHbIM NOAMbILLUEYHBIM U
NTOOKOBbLIM OBOJSIOCEHUEM.
B HEKOTOPLIX Criy4dasax MOXeT
pa3BMBAaTbLCS paK rpyaHON XXenesbl



CneKkTp myTauun B reHe AR 4OCTATOYHO
pa3HoobpaseH. [1pn nonHom dopme
CUMHOPOMA TECTUKYNApHOU eMUHU3aLUnmn y
OOSIbHbIX ODHapPYXMBaKTCA BHYTPUTEHHLIE
aeneuun nnm HOHCeHc-myTaLuu.

K HenomnHblM doopmMamM 4allle BCEro
NPMBOAAT MUCCEHC-MyTaunn. Hekotopble 13
HUX HangeHbl Y O0MbHbLIX KaK C MOSHbIMM, TaK
N C HEMOMHbIMU doopMaMn CUHAPOMA, YTO
yKa3blBaeT Ha BO3MOXHOCTb
MOOUUNLMPYIOLLIETO BIUSHUSA KaKNX-TO UHbIX
reHeTU4YeCKnUxX Nnu cpeaoBbiX PakTopoB Ha

NMNAADRDAALIAA ATIAVY MM/ TAILIIAIA



Llenbto nevyeHnsa 6onbHbIX C MOMHOW
doopmMon cnHgpoma TECTUKYINAPHOW
doeMnHn3zaunm aBnaeTcA
npegoTBpaLleHne onyxoneBoro
nepepoXxgeHusa TecTukyn (yganeHue
NONMOBbLIX XXenea), HaxoasLKNXCs B
OpOLLHOM MONOCTW.

[1pn HanNnM4YMM BPOXXOEHHOW
BUPUNMN3aLNN HAPY>KHbIX MOMNOBLIX
OpraHoOB Noka3aHa
doeMnHu3npyoLas nnacTtmka



[1pn HenonHown dpopme HeobXoaNMO
npenoTBpaTuTb NybepTaTHyto
BUPUNN3ALINIO HAPYXKHbIX NOST0BbIX
opraHoB 1 orpybeHune romnoca. B
rnocrieornepawlnoHHOM nepuoae y
OOMNbHbIX C 3TUMU PpOpMaMU
NPOBOASAT 3aMECTUTESNbHYIO
rOpMOHanbHYO TEpPanuIo
9CTpOreHamMmu ¢ Uerbio BOCMONHEHUS
9CTpOoreHoBoro geduunta



VIHTEepEeCHO OTMETUTb, YTO B MEPBOM 3K30HE
reHa AR riokanumsoBaH HeCTabUNbHbIN
TPUHYKNeoTnAHbIN CAG-NOBTOP, 3KCNaHCUA
KOTOPOro, CoOnpoBoOXaatoLasacs
yBeNnnyeHmnem nNonurrnioTaMmmHOBOIo TPpeka B
aHOpPOreHoBOM peLlenTope, NpuBOAUT K
PA3BUTUIO CriUHasIbHO-byribbapHoU
MbIWeYHoUu ampogbuu, Nnu
borie3Hu KeHHeOdu, KOTopasi TakKe MOXET
COMpPOBOXOaTbCA TMHEKOMACTUEN U
MY>XCKMUM Decnnognem, odbycrioBneHHbIM
aTpodomen an4ek n onnurocrnepmmnent



BJ/IAIOOAPIO
3A BHUMAHME



