Tunbl HacheaoBaHUS
NPU3HaAKOB Yy YenoBeKa

Nekuymns 4



* Bce xapakTtepHble Npu3Haky Hallero opraHmama
NpoaABNATCA Nog Aencteuem reHoB. Horaa 3a
3TO OTBEYaeT TOSIbKO OOMH reH, HO Yalle BCero
ObIBaET, YTO cpaldy HECKONbKO eanHUL
HacnegCTBEHHOCTU HECYT OTBETCTBEHHOCTDL 3a
NposABeHMne TOro UnNM NHOro Npu3Haka.

* Ecnun 3HaTb, Kak HacnegyeTtcs TOT UNU MHOWU
Npu3HaK, To MOXHO NnpeacKkasaTb BEPOATHOCTb
ero NpogaABneHnda y NOTOMCTBa.
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I'IpM3Ha|<|/| dyTOCOMHO-0OMUWUHAHTHOTIO

HacnegoBaHUS

* BonbHOW NPU3HAaK NPOSIBMAETCH B KAXX0M NMOKONEHUMN.
KornnuyecTtBo OOrbHbIX U 300POBbLIX MPUMEPHO
oNHaKoBOe, UX cooTHoLleHue 1:1.

« Ecnn getn y BonbHbIX poanTenen poXxxagarTcd
300POBLIMU, TO N X OeTWN OyAyT 300POBbI.

« BonesHb ogMHaKoBO 3aTparMBaeT Kak Marb4MKoB, TakK U
1eBOYEK.

« 3abonieBaHme oOMHAKOBO MepeaaeTca OT MYXXYUMH U
XXEHLLUH.

« Uem cunbHee BNUsHME Ha PenpoayKTUBHbIE OYHKL MM,
Tem DOonblUe BEPOATHOCTb MNOSIBNEHUSA Pa3fnNYHbIX
MyTaLuW.

« Ecnn oba poautensa 6onbHbI, TO peOEHOK, pOXKAAasCh
roMO31UroTon No 3ToOMy NpusHaky, boneet bonee TAXenNo
NO CpaBHEHUIO C reTepPO3NTrOTOMN.



Bornbliasa Yactb nuu, KOTopble ABMATCA HOCUTENAMMN
ayTOCOMHO-JOMWHAHTHOIO NaToONIOrMYecKoro nNpu3Haka,
ABMNSAOTCSA MO HEMY reTepo3urotamu. MHOroYMCcreHHble
nccnegoBaHus NOATBEPXKOAtoT, YTO TOMO3UTOThI MO
OOMWHAHTHOW aHOManum NMetoT boree cepbesHble U
TshKerble NPOSAABNEHUS MO CPaBHEHUIO C FETEPO3NTOTaMM.
OTOT TMN HacneaoBaHMA y YernoBeKka XxapaKTepeH He
TONbKO A1 NaTONOMMYEeCKMUX NMPU3HAKOB, HO U
HeKOTOpble BMofiHe HopMaribHble

Bbrowmecs BOmocChl.

TeMHble rnasa.

[Tpamon Hoc.

[opOUHKa Ha nepeHocuLe.

ObnbiceHNe B paHHEM BO3pPaCTe Y MYXXYMH.
[1paBOPYKOCTD.

CnocobHOCTb cBOpaymBaTh SA3bIK TPYOOUYKON.
Amouka Ha nogbopoake.
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Cpean aHoManui, KoTopble UMEOT TUM HacnegoBaHUS
ayTOCOMHO-AOMWHAHTHbINA, HAanbornee N3BECTHbI
cnegyroLwime:

 CnHopom MapdaHa.
 bonesHb [eHTUHITOHA

* Hempodunbpomatos (bonesHb
PeknnHrxayseHa),

* MMOTUYECKaAa ANCTPOUS,
* CMHApPOM Anepca-LaHno
* caHOaKTenus



HempoqamfipomaTos

 Helpogubpomamos 1 muna
CBA13aH C MyTaLuei B 17U
XpOMOCOMe. JTOT eH
KogMpyeT gedarenbHOCTb
HerpornOpuMKHHa . FiBnaeTca
TaKke Hanwbonee

pacnpocTpaHeEHHONU (POpMOM
¢dmnbpomarosa, Ha Hero
nprxogurca npuMepHo 90 %
cnyJyaes.
 Hewnpodwrbpomarosom 1 TMna
toneeT npuonusuTenoHoO 1
yenosek u3 2500-3000
HOBOPOXEHHbIX




Cunanom MapihaHa
!

MYTaHTHBIA TEH

J

HapyweHHa pa3BUTHA
(obmeHa)
COCAHHUTENIbHON TI{BHH

/

BbIBHX BbIBMXH
XPYyCTannka HNoABLIBHXH
maaa B CyCcraBax

ANHHHbIC NoOpoRH
H TOHRHE RNanaHos
nansysbl cennga

CTpafgawT
COCYAbI




AyTOCOMHO-OMUHAHTHbIA TUM
Hac/neaoBaHus

PeTuHoG/1acToMa — 3/10Ka4eCTBEHHasA Ornyxo/ib 3IMOPUOH a/TbHOM
ceT4yaTku masa. BcTpevaercsa npumMepHo y 1 HOBOPOXAEHHOro Ha
15000 — 34000. TUNN4YHbIMU ABMAKTCA MHOXECTBEHHbIE ovaru
OMNyX0s1eBOro pocTa Ha ceTyaTtke. bonbLUMHCTBO NaLMeHToB
nornéatoT OT pacrnpocTpaHeHus ornyxosv Ha LIHC no 3putesibHomy
HepBy. 3abosnieBaHne 06bIYHO NpeacTaBIeH0 CUMITTOMOM
“KoLlavubero rnasa” (6esnbii 3padok).

(13 www. galery.eyenews.ru)

(n3 wwwicoph.org)



CuHapom Onepca-flaHnoca - rpynna
paccTPOMCTB, KOTOpPbIEe B CBOEW OCHOBE
UMERT 00LLKe YepThl, BKIKUas Takue,
Kak NnosiBieHue CUHSAKOB,
rMNepMobuNbLHOCTL CyCcTaBoB
(pa3bonTaHHOCTL CyCTaBOB),
pacTArMBaeMoCTb KOXMW
(rMnepanacTUYHOCTb UK BANOCTD).
[aHHbIA BUA CUHAPOMa nepeaaercs
reHeTUYeCckKn 1 HacnegyerTcs oT
poauTenen K AetaMm. BoiaenswT
pasHble hopmbl 3abonesaHus.
MnepanacTuyHan Koxa u
rMnepMobuUnbLHOCTL CYCTaBoB
ABNAKTCA pe3y/bTatoM reHETUUYECKNX
NU3MEHEHWIA, KOTopble cnocobCcTBYHOT
BOCIMpPOU3BEAeHUKD NaTo10rMyeckoro
npoTenHa KonnareHa (00 bIUYHbIN
NPOTEUH, Tax HasbIBACMKIN «KNeity
TKaHewn).



AYTOCOMHO- AOMUHAHTHbIW
TN HAcNeaoBaHWUA

BecHy WKW

PaHHee 0BnNbIc eHKUE



AYyTOCOMHO-PELECCUBHBLIN TUN

HacnegoBaHUSA

* [lposaBUTLCA NpU3HAK NpU 3TOM TUNME
HacnegoBaHUs MOXET TOSbKO B Criyvae
obpa3oBaHUA rOMO3UTOTbl MO STOW
nartonornn. Takme 6one3Hn npoTekaroT
bonee TAXENO, NOTOMY 4YTO 00e annenu
OQHOro reHa MeroT AedeKkT. BepoATHOCTL
NPOSIBIIEHNA TaKNX NPU3HAKOB
NoBbILLIAETCA Npn ONM3KOPOACTBEHHbIX
Bbpakax, Mo3TOMY BO MHOIMMX CTpaHax COH3
MEXy POACTBEHHUKAMW 3aKmto4aTh
3anpeLueHo.



Kputepumn AyToCOMHO-peLeCCUBHbLIN TUM
HacrnegoBaHUS .

* Ecnun oba poantensa 300poBbl, HO ABMSAITCA HOCUTENSIMU
naToONOrM4yeckoro reHa, To pebeHok byaet doneH.

« [lon 6yagyuwero pebeHka He urpaet Npu HacnegoBaHUM HUKAKOW
ponu.

* Y ogHOU CEMENHOW Napbl PUCK POXKOEHNSI BTOPOro pebeHka ¢ Takomn
Xe natornormneun coctaenset 25%.

« Ecnu nocmoTpeTb poaoCcrnoBHY, TO NPOCNEXNBAETCS
ropu3oHTanbHoe pacnpeeneHne 6onbHbIX, T.€ NauMeHTbl Yalle
BCTPeYalTCs B paMKax ogHoro cubcrsa

Cubcbl- noToMkn ogHux poautenen. M.6. pogHble cmnbchl,
OBOKOPOAHbIE

« Ecnun oba poantensa 60nbHbI, TO BCe AETN OyayT poXaaTbCs C Takou
K€ naTonormnen.

« Ecnu oguH poautens 0osneH, a BTOPOn ABMAETCHA HOCUTENEM TaKoro
reHa, T0 BEpPOATHOCTb poXaeHud bonbHOro pebeHka coctaBngaeT
50%

[lo TakoMy TUNy HacneayTCs O4eHb MHOrne 3abosieBaHus,
KacatoLmeca obmeHa BeLlecTB( MyKOBUCLUNA03, PEHUITKETOHYPUS,
raniakto3emMus, agpeHoreHmuTanbHbIn CUHOPOM,
MyKOMnonucaxapuaossol. )



= ¢« MYKOBUCLUWNOO3». STO CAMOE
pacrnpocTpaHeHHoe
HacnencTBeHHOE 3abof1eBaHue.

OHO NopaXaeT BCe BHYTPEHHME

OpraHbl, BbIAENAOLNE CIN3b,

B MEPBYIO o4epenb — Merkne

N NMULLEBaAPUTENTBHYO CUCTEMY.
B Hallen cTpaHe HOCUTENEM

STOro reHa SBASETCH Kaka bl

OBafLaTbiv XUTenb. HegaBHo

3Ty BOosIe3Hb HayuYunmnch

neunTs. [eneps oA ¢ Takum

OVNarHo30M MOLYT, KaK

1 BoSIEHBIE A abeToM, BECTU

\ NOTHOLIEHHYO XN3Hb, NonyYas
N NoaaEPXKNBAOLLEE JTEYEHWE.

3n0poslenere MyKoBHCUMA03
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DeHNMKETOHYpPUSA

“ DeHUNKeTORYPUA (DKY) - BpoxAEHHOe 3aboneBaHne,
Bbi3BaHHOE HapywieHneMm nepexoga heHMNanaHuHa B TUPO3INH
W NpUBoAnllee K 3aiepiKe NCUXUUECKOT0 PABUTHA.

KAnHn4yeckan kapTuHa

HeBponoruyecikme u NCUXNYECKNe paccTpoicTea
YMCTEEHHaA OTCTANOCTL |

MoBbiweHHan BOIGYAMMOCTL B AeTcTBe
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anakrosemMus

dYyTOCOMHO-peulueccmMBHoOe 3aboneBaHue.

NpuynHa - HegoCTaToK (hbepMeHTa ranakro3o-1-pocdarypmaun-
TpaHcdepasbl, KOTOPbIX pacllensigeT MOJIOYHbIN caxap JIaKkToa3y.

CumMnTOoMbI 3a0051eBaHNA NPOSIBIIAIOTCH Y HOBOPOXAEHHbIX nocrie
npMemMa MoJioKa. XapakTepuayeTcs yBerinYeHHOM neYyeHbo, pPBOTOM,
NMOHOCAMW, YMCTBEHHOM OTCTaNoCcThbio. JleueHue 3aKrnoyaeTcs B
MCKITIOYEHU M MOJIOKA U3 MULLIN.

-




BpoXaeHHbIW agpeHoreHnTanbHbii CUHOPOM

= W30biToyHOE obpa3oBaHue aHApPOreHoB B Kope
HaMoOYeYHMKOB NPUBOAUT K HAPYLLEHUIO MOSIOBOro
pa3suTna. OCHOBHOM NPUYUHON ABMSETCH reHeTuYeckas
HENONHOLEHHOCTb (DEPMEHTATUBHbIX CUCTEM,
y4yacTBYHOLLUMX B OUOCUHTE3E CTEPOULHBIX TOPMOHOB
(xonnecmepuH —-» rpo2ecmepoH —» 2J/1UKO- U
MUHepasioKopmuKouohbl).

= Y geBoyeKk QOPMUPYHOTCH HapyXHble MonoBbie OpraHbl
no TUNY MY>XCKUX. Knutop noYyTu He oTnnyaeTca oT
MY>KCKOrro nofioBoro YynexHa; bonbLume nonosbie ryobl
CpaXXeHbl UMK NOSTHOCTLIO OTCYTCTBYIOT Marible MosnoBbie
ryobi.

= Y Manb4uKOB BO3HUKAET npexaeBpeMeHHoe (B 2-4 roga)
NMofioBO€ Co3peBaHMe: OBOSIOCEHME Ha NODKe U B
NnoAMbILLEYHOW BnaguHe, paHHee MnosioBoe BreyeHune, Ho
AWYKN Heopa3BUTbI

s  OpgHako pocT y bonbHbIX NpekpallaeTcd B 9-12 net u
BO3HUKaeT AucnponopuyuoHanbHasg HU3KOPOCIOCTb.

R |

AppeHoreHuUTanbHbiii CUHAPOM Y AEBOYKM LUECTU NeT.4 .5l My S h a red
MnepTpodupoBaHHbIA KNUTOP. L




AyTOCOMHO-pELIECCHBHOE HACNEOOBaHWe
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e OcobeHHOCTU BoresHen, CUENSIEHHbIX C NOMOM,
0OyCnoBreHbl TEM, YTO Y XXEHLIWH ABe X-XPOMOCOMGI, a
Y MY>XYUH ogHa. XXeHLWKnHa nony4vaeTt gse cBou X-
XPOMOCOMbI 1 COOTBETCTBYIOLLME MEHbI, KakK OT OTLa, TaK
N OT MaTepU, a My>X4MHa HacneayeTt CBOK
€OVHCTBEHHY X-XPOMOCOMY TONbKO OT MaTepu.
>KeHLMHa, yHacnenosaB OT O4HOMO U3 poauTeneun
NaToNOrM4Yecknn reH, SBNAeTCa retepo3nroTHoOu, a
MY>X4YMHA - TeMU3UTOTHbIWU, MOCKOSbKY rEeHbl,
PaAcCnoNioXXeHHble B X-XpOMOCOME He UMELOT annenen B
Y-xpomocome. B cBA3M ¢ 3TUM NpU3HaKK, Hacnegyemolie
no X-cuenneHHoMy Tuny, BCTpeyarTcs B NONynsumm C
Pa3HOU BEPOSATHOCTbLIO Y MY>XCKOIO M XXEHCKOro rona.
HacnepoBaHue, cuenneHHoEe C NosIoBbIMU
XpomMocomMamu, bbiBaeT JOMUHAHTHBLIM U PELIECCUBHBIM
(4alle peueccmBHbIM).



ACBOYKd - ACBOYKa MAIb9HK



Mpu noMmuHaAHTHOM X-cuenfieHHOM HacneaoBaHUM

bones3Hb B [iBa pasa 4alle BCTPEYaeTCs Y XXEHLMH B
CBA3M ¢ OonbLUEN BO3MOXXHOCTbLIO MNOy4YeHUs]
naTornorn4yeckoro annenga nmdo oT oTua, Nndo oT
MaTepuw.

My>X4MHbI MOTYT HacrnegoBaTb 3TOT FEH TONbKO OT
mMaTepu.

KeHLWWHbI, Npy 3TOM TUMNe HacnegoBaHud, nepenaroT
NaTonorn4yecknn npusHak B paBHOW CTEMNEHU U O0YEPAM
N CbIHOBbSIM.

My>4nHa B cnyyYae JOMMHAHTHOIO MYyTaHTHOIO reHa
cuensieHHoro ¢ X-xpoMoOCOMOW, NnaTosfIorM4eckum
Npu3HaK nepenaeT BCEM A0YEPAM, TaK Kak OHU
nony4arT X-XpOMOCOMY, CbIHOBbS € OKa3blBakTCH
300POBbIMUN, TaK Kak X-XpoMocoMa OT OoTua UM He
nepenaeTcs.

Hacneayetca D-pe3ancTeHTHbIN paxuT (HacrneacTBeHHas
rmnococaremms)



ToNnepaHTHOCTb

* ButamuH D
-PE3UCTEHTHbIN paxuT
(runodpocchatemus)

* HeT OoTBETa Ha
BUTAMWUH D

* [1pnynHa — CHUXeHwune
peabcopbunmn
thocchartoB B
KaHa/bLaxX noyek

(M2 C U¥zrnoman ap. 19296)



[1pn X-cuenneHHOM PeLIECCUBHOM TUME

HacrieaoBaHnA

bonesHb npenMmyecTBeHHO NMPoABJIAETCA Y TEeMN3UTOTHDBIX MYX4YUH.

JKEeHLWMUHbI NPakKTN4eCKN BCerga retepo3nroTHbl N Mo 3TOMY
CbeHOTI/II'II/I‘-IeCKI/I 300pP0OBbI N ABJTAKOTCA HOCUTESJIbHULLAMMN.

BonesHb Yy XEHLWMH NPosIBASAETCS NMULLb B TOMO3UIOTHOM
COCTOSIHUMN, BEPOSITHOCTb YEero Benuka npu 6rmakopoacTBEHHbIX
bpakax.

Yale BcTpevaeTcs bpak deHOTUNMNYECKM 300POBbIX poaUTENEN,
Korga MaTb SABMNSAETCH reTepo3nroTHbIM HOCUTENEM MYTaHTHOrO rexHa.

B Takon cembe 6ones3Hb nepegaeTcsi N0ONI0OBUHE CbIHOBEWN.

[o4vepu e heHoTMNNYEeCKN 300POBLI, HO NONOBUHA N3 HUX
npeacTraBnsieT reTepo3nroTHbIX HOCUTENEN MYyTAHTHOIO rexHa.

K X-cuenneHHbIM peuecCnMBHbIM Bone3HAM OTHOCATCH FeMOCbI/IJ'II/IFl,
MblLLIEeYHa4d LI,I/ICTpOCbI/IFl D,romeHa-EeKKepa, AaJIbTOHN3M, NXTUNO3.




NXTNO3

X-cuensieHHoe peljeccuBHoe 3abosieBaHue. lpnyunHa -
Aepnuunt hepMeHTa cTepuni-cyibgarasbl.
Xapakrepusyercs NoBbllIeHHON KepaTuHN3aLero KOXun
("yewys pbioLI").

PPt4WEB.ru



evodinins =« X<CUCILICHIOoe peueceHsioe 3aboesalne,
Hacmoma: 1:2500 nopoposaenusix. Xapaxmepiusyemen
KPOBOTCUCHUAMM, FEMAPTPOIAME (KPOBOHINAIINA B
cycrasnt). Hpuvuna ~ pednuur VHL wan IX daxropos
CBEPTHIBANNS KPOBM. L MyShired




[eHHble 3a00N1eBaHuS

X = cLennenHoe peLeccusHoe HacneaoBaHme

MiomvCTodis BioLeHa Muopucrpodms bexxepa

Atpoduyecknue
npoLecch!

Pa3BHBAKITCA BO BCEX
OpraHax

Yacrora 3: 10 000




Cnacunbo 3a
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