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KU pa3BUTUA NONOBbLIX OPraHoE
aHomarnviu c yB
JNIUN Pa3BUTUSE

no OJNIOrMYHbIMMU, CB
Hapy UsIMU, C pe3ynbTaT
HbIX (paKTOpPOB, rop

VICTe.MbI ﬂBanT
>IMU U FreHHbIMV
encTemsa Ha ‘Q;q-\_
HNsAMU B nep ,, :
y
CyuwecCTByeT MHOXeCTBO KraccuPUK B pa3BUTUS " OBbIX
OpraHoB, OCHOBbIBaOLWUXCH HA | )UoreHesa, pe ynbTaTax
‘ Ba OTAEeNbHbIX 1KO-aHaTOMN4YeCKUX
dopmax: Hando €HMMa Ha NpaKTUKe Kz bnkauusa E.A.
BoraaHosow u NH aeBoMn, B KOTOPOW pacc MaTPUBalOTCS NOPOKMU,
KNMUHUYECKN NPOosABrAoLLMecs B NnydoepraTHOM Bo3pacTe .
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CMPKX KTepusyetcsa o3noriorm4ecku p OPUYHbIMU nondB MU
npu3Ha U (>keHCKumn peHOTUN), HOPManbHBE KapuoTtunom (46; ,
BpOXAeH OTCYTCTBMEM MaTKU WU Briaranuiia un BUEM MaTKN U BEePXHNX
2/3 BN Uija n Hopmarnb ymuupyrou.mm ukamu . llo ,anHbIM)
bexxHoWn nuTepa MPKX no en 12 3 BapuaHTa: o
Tun OnucaHue YacToTa \

TunnyHubin MPKX

ATunuyHbin MPKX

Accouunaumsa MURCS

OTCYTCTBYET TOJ1bKO BJ1aranuiie n Mmatka

OTCYTCTBYET MaTka U\Mnu Braranuiie,
3aTPOHYTbI MNOYKKM, BO3MOXHA ANCKYHKLMNS
ANYHMKOB

OTCYTCTBYET Martka n\mnu Bnaranuiue,
3aTPOHYTbI NMOYKN, BO3MOXHA ,D,MC(byHKLI,VIFI
ANYHUKOB, CKerneTHble ,El,e(beKTbI
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ren HOXA10 otk
“HOXA 11 - Hi

HOXA 13 -
CMPKX.

e HBIHOXuek

. -~

mar Vi pa3BuTUE

_" . ‘
CTPYKTYP; S IBMAET rmnoTesy o aAncperynsdu

aMOpmMoHa ' )KEHCKOIo NMoTOBOLE TPaK

{€CKOAbKUX e 1. Pa

- 1HON TOore -

AHHBIE, YTO reHY T4 virpaet b B 3MOpMoHanbHoOn

9BOMIOLINU KEHCKNX NOSOBBIX,0praHoB 1. BOBF IHY0 BEPCUIO 3TOro
paccTpoucTea. [ eHeTnyecKas 3bIBAET 3aN B lenumHa Ha

[NPOSIUH B aMUHOKUCITOTHOM RO )TO ABAEH P
BHYTPUSAAEPHbLIE YPOBHU [3-KaATEHV ) 49E€T MHrIMONpoBaHME
CTEPONAOreHHbIX MEPMEHTOB, TaKUX k cU onaaerngporeHasaum o
17a-rmgpokcunasa. [loatomy yshaumeHTOB U30BITOK'aHaporeHoB. Kpome Toro, 6es
WINT4, MionnepoB npoTok rinbo geopmnpoBaH, Nimbe otcytcTeyer. Takum //
oOpasoM, 3aTparMBaloTCs XXeHCKNEe PenpoayKTUBHBIE OpraHbl, TakMe Kak enka =
MaTKn, dbannonueBbl TPYObI, ANYHUKKA W .O0NbLIAas YacTb Briaranuila. |
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IIna

e OObIYHO
3aJepXKK
anarHos

« CLUT Ta
cebs yner
aMHUOLEH

CTUKA

ONarHoCcTupyeTcs
Ta N NPOYME CUM
TCA NO3Xe, B cny4yae

OXHO ONarHoOCTnpoBaTb
YKOBO€ UCCJieqoBaHMne
C nocrsiegyrowimm XpomMmo

na 06Ha9y>|<uBaeTc§;i,)
cuHgpoma. MHarga .0
nybepraTHbIN Nepuoa.

arHoCTvKa BKMHOYZe+.B
,\e KK
[\ " g

Kas

* /lHorga au 3 CTaBUTCA cpasy no
Les, NpOBMNEeMbI ¢ cepaLem, onyxaHue BEPXHUX

* B npubnusutensHo 90 % cny4aeB.npy KapuoTUne Mo3anyHo nnun 45,
X/46,XY cuHAPOM AnarHoCTMpyeTes cry4anHo, BO Bpems obcr
nos3gHen 6epemMeHHOCTU UMK BO BpeMs TPOUHOIO CKPUHWHT. HOTWN nooga npu

poxaeHun bonee BepoATHO ByaeT NMbo HopMarbHbIN XXEHC
MY>KCKOW ,

» [lnarHo3 noATBEpPXOaeTCcA aHarnm3om KpoBuM Ha KapuoTur.



Nevy e
CWT n CTblO HE U3
ABNAIOT nMrtTomaTmnydec

* [IpumeHSAETCA coMaTOTPOr
KOppekK 3a0€ep>KKN POCT

* Taioke UCROMNbL3yeTCs 3aMecTUTEN
NOMOLLIbH\ KOTOPOU BosmomHWnqueHme'
NOMoBbIX MPV3HAKOB B My6epTaTHbI nepuog.

C NOMOLLbH COBPEMEHHbBIX BCMIOMOTaTeNbHBIX PENPOAYKTUBHBIX
TexHonornn y »eHwuH ¢ CLUT ecTb BO3MOXHOCTL 3abepeMeHeTb,
Hanpumep, Npu NCrnonbL3o0BaHUN JOHOPCKOU AULEKITETKM.



M bapge-bnar@@ (JloypeHca-

yHa)

AyTOCOMHO-peLecnBHOE
3abonesaHne, NposiBAfAloLLEeeca NMrMEeHTHON AereHepauunen ar
OXXUPEHNEM, MONUAAKTUANEN, FTMNOFEHNTANTN3MOM N YMC
anoctbtlo. CuHapom onucaH B 1866 1. JlopeHcom 1 My oyera
HMUE NMUITMEHTHON ANCTPOMUN CETHATKN OXKMpeH
VEeM 1 YMCTBEHHOW OTCTaNOCTbIO, a E = p——
no6aBneHneM K ykazaHHOMY CU y-RETi
crkcnpoBaHo HeMHorm 6osee 9 . Nonyna TO
Ta B EBpone cpegn HOBOPOXXAEHHBIX HEBLICOKAS
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eHun. HYaule Ha
e — NATb (NonH

XapakTtepusyetca 60nbLION Bapuaberns
onopgaetcsa 3 nnu 4 npmnsHaka (Hemno
as dopma).



n bl *

13 OCHOBHbIX CUMMNTOMOB Hanbosnee 4acTo BCTpeYvatoT
cS:

* MUIMEHTHbIN PETUHUT U OAPYrne NSMEHEHUs CETYH
n (93%)

oxxunpeHune (90%)

YMCTBEHHas OTCTanocCTb (87

NnonnaaKTnNInNA o6Hapy>K|/| Ba
(21) 4

nedeKTbl pa3BnUTUS NOYEK



TOreéHe3

CunHapom bapae-buans npuHATo cuntaTh ayToco)
OoKasaHo, YTo A1d KIMHUYEeCKoM MaHndbecTauu pbIX opm CBB, Heobxoanmsl
peLecuBHbIe MyTaLmnu B OQHOM U3 LLECTU NG ONHUTENbHAA MyTaLumn BO

BTOPOM ooKyce. Takon Tun HacneaoBaHidss T NPeaenbHbIM U peLeccuBHOM
HacnegoBaHue ¢ MoandUKaTe TPAHTHOCTM ~

—

€CMBHbIM 3aboneBaHneM, OOHAKO

S

[TonynaunoHHasa YacTo DPOXKAEHHbIX HeBblicOKas 1: 160

000. Hanbonee yacTo BG yTaLldl 8S1 1 BBS10, a TaKk ke BBS12. (32,6%,
10,4% COOTBETCTBEHHO) "

MyTaumm cny4yaroTcda B © q13.2 n 12g21.2 XpoOMOCOMax.






CuHapom Mak-KbtoHa— Onbpanta— |
McCune—Albright—Braitsev syndrome)
KbioHa— CTepHbepra (Albrighitmiimey
noa kogom Q78.1 B 10-1 M.,
[MepBoe ykasaHue Ha faHHOe 3a6C

coseTckomy xupypry B.P. Bpaiilesy,
KMCTO3HYO0 DOMNe3Hb YentocTu (dis
NMUrMEeHTHbIMU NATHaMU. OagHaKo
nyonukaunn amepukaHcKoro neal
amepuKaHCKOro 3HOOKPUHOMO
W.Sterbera B 1937 roay.
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Knunuyeckue nposiBNeHUs CMHAPOMA: /
— aCMMMETPUYHbIE rMMEepPNUrMeHTUPOBaHHbIE NATHA
06bIYHO Ha KOXe rpyau, CrvHbI, B 06acTyi NosicHy
— 3HAOKPMHOMATWK, Yalle BCEro NpPexaeBpeMeHHOE
— nonunoccanbHasa ubpo3HO-KUCTO3HAE OCIE0ANC e

s

gl J'IOKOM (neHTuro),
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Cunapom MObB o6y ' QBJ'IeH comat [
: XPOMOCOMBI,

GNASI, pacnonoxxeHHore_Ha anvk
Ha paHHUX cTaausax aMop %
nepenaeTcyd no HacneacTtay. E
MYTaHTHbIX KNETOK. [eH GN ASI,
cybbeamnHnuy G-bernka (G
NpeBpaLLeHnn LMKINYecK 0 f.
KOTOPbIV PEerynupyeT rof ol
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3aboneBaHue KnuH acm HEOAHO glapSmy@ro cnyyasmu
KNaccuYeckon Tpuaasl NpU3HAKOR /IOT @IMiNYHbIE 1
HenomnHble opMbl CU “5 | )CTb CUMNTOMOB U
TSAXKEeCTb 3aboneBaHuda Tak VIEHYME e
NaTonornsa KOCTHOW TKaHW NPOr} e |
doopmax nporpeccnposaH
nybeprtata. Pa3ssutune Tori ’;.*
NpeBbILLAET NOSHbI CUME TO
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