MYTAILUU

L ... 00

Boeinonxun:
KypcaHTt 241 yu.rp.
bycen [1.A.



MYTAILIUU

L .. 0

[eHHbIE;
XPOMOCOMHbIE;
[€HOMHbIE;
LinTonnasmaTnyeckue;
Comatunyeckue.




I'EHHbBIE MYTALIMA

PeHUNKEeTOHYpPUd

DEeHUKETOHYPUNS
(heHnnnuposmnHorpagHas
onMrogppeHns) — HacrnenCTBeHHoe
3abonesaHue rpynneol
dhepmeHTOMaTuin, CBA3aHHOE C
HapyLleHnem metabosimsma
aMWHOKUC/IOT, MaBHbIM 06pa3om
dheHnnanaHnHa. ConpoBoXaaeTcH
HakoneHnem peHnnanaHnHa n ero
TOKCUYECKUX MPOAYKTOB, YTO
NPUBOAUT K TSHKENOMY MOPaKEHWNHIO
LUIHC, nposaBnsaLlemMycs, B YaCTHOCTN,
B BUAE HapyLUEHNS YMCTBEHHOTO
pasBUTUSA.




R

CeproBMaHOKETOYHAS aHEMMS




XPOMOCOMHBLIE MYTAILIMHA

Oco0eHHOCTH 00JIBHBIX ¢ CHHAPOMOM
KOLIAYbero KpukKa




Oco0eHHOCTH 00JIbHBIX ¢ CHHAPOMOM
KOIIAYbero Kpuka

{37 MyShared




['EHOMHBIE MYTALIM

[eHOMHbIe MyTallUN.
[eHOMHEMH HA3BIBAIOT MYyTalLlMK, NpUBOAAlLLME K
U3MEHEHMIO YUC/Ia XPOMOCOM.

1. NMonavmionaua — KparTHOEe M3MEHEeHMEe YMdia XpPOMOCOM
(3n,4n,5n.m 1. A. po 10 -12pa3).

MHOIro NoAMIVION108 Cpeay pacreHM, OHM 4acTo
Xapakrepm3yiorca bonee T

MOULHBIM POCTOM, s

KPYTHLIMW pa3MepaMm,

B bl HOCJIMBOCTHIO.




I'EHOMHBIE MYTALINA

AHeynnounaus



[IUTOIIJIABMATUYECKUE MYTAILTUN

LinTonaasmaTtnyeckme myrtaumm

i:‘ T.Bo6ura ©&

e\;’i« tslqz |

| Valeska Blue

ammlka ru




COMATHUYECKHUE MYTALWN

ComaTnyeckue myrtauumm




3ABOJIEBAHNUA

[Mporepus




3ABOJIEBAHWA

CuHgpom KOHepa TaHa




3ABOJIEBAHWA

[MnepTpunxo3




3ABOJIEBAHWA

Tskenblid KOMOMHUPOBAHHLI UMMYHOZEULNT
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3ABOJIEBAHWA

e g

CMHOPOM
MAPDOAHA

** HacnepcTBeHHoe 3abonepaHue

o

Coeﬂ,MHMTeﬂbHOVI TKaHW,
NMPOABIALUEECH NaToJIOr MYECKNMUA
namMmeHeHnamMmm oropHO-
ABUraTEJIbHOIro arinapatTa, rnas m
Cep,ﬂ,e‘-IHO-COCY,D,I/ICTOﬁ CNCTEMBLI.

“* TUNNYHbIE KJIMHNYECKue NMPMN3HaKW.

BbICOKUI POCT, XYAOLLABOCTb,
oTMe4vyaeTcs YA J/IMHEHNE KOCTEN
ckesieTa: pykK, Hor, naykoobpasHsblie
nanblbl, UMEeT AJINHHOE, Y3Koe
JINLLO C BO3SMOXXHbIMU
AedhopmMmaunaMmnu, UN3MeHeHue
rpyauvHsbl ( MO>KET BbICTYNaTb
Bnepen nnm 6beiTb
3ursaroobpasHoin cbopmbl),
NCKpPUBNEHME CrnMnHbI (ckonmos) n




3ABOJIEBAHWA

Kannuyeckue Npu3Haku CUHAPOMA
ITlepemeBckoro-Tepuepa

* Huskun pocrt

* CpoeobpasHasa “IIHTOIOACOHAL
IPYAHAs KAETKA

. [HHpOKo PACCTABAEHBI COCKH
(90%)
. KprAOBPIAHbIe CKAAAKU Ha IIIee

* AedopMopoBAHHEIE YIITHEIE

pakoBuHEI (80%)

o Baasrycuasn aedpopmanius AOKTeH,
KopoTKas [V mACTHAA KOCTh

. OCTeOHOpOB

* [ ImrmeHTHBIE IIATHA HA KOMKE




3ABOJIEBAHWA

PebeHoOK, 60/IbHOI MyKOBHCIIHIO30M



3ABOJIEBAHWA

MykoBUCLMAO03 — TAXKENOe BPOXAEHHOE
3aboneBaHwue, NPosBNAOLLIEECS NOpaXeHNEM
TKaHEeW 1 HapyLUEHNEM CEKPeTOPHOW
NeATeNbHOCTM 3K30KPUHHBIX XKefes, a Takke
(MYHKLMOHANBHbLIMI paccTponcTBaMu, Npexae
BCEro, CO CTOPOHbI AbIXaTeNbHOW I
nuLeBaputensHon cuctem. OTAeNbHO BbIAENAT
NIeroyHyo opmy mykosucumnaosa. Kpome Hee
BCTPeYatoTCa KuleyHasa, CMeLlaHHas, aTunmyHas
(OPMbI U MEKOHMBAsA HENMPOXOANMOCTb
KULLIEYHMKA.




3ABOJIEBAHWA

CuHOpOMm
KnanHdoenetepa

47 XpOMOCOM — /IMLIHAA X-XpomMocomMa — XXY
(MOXeT 6bITb XXXY)
HabniogaeTcs y toHowewn

* BbICOKMM pocCT

* HapylieHve nponopuuin Tena (/IMHHbIe
KOHEYHOCTH, y3Kas rpyaHasi KneTka)

* OTCTas10CTh B pPasBUTUN

* becnnoane




3ABOJIEBAHNUA

CuHapom KnanHdenbrepa

CUMMNTOMBI
BbICOKUIA POCT
c/laboe oBo/I0CEHUE Tesa
ANYKM Mas1IEHBKOro pasmepa, 6ecnsiogue
061N YXeHONOAOO6H bl BN 1 TMHEKOMACTUSA
CHWmXeHune nnémnao
OcTeornopos (paspexeHne KOCTHOWN TKaH W)
BeHo3Has natosnorms
AYTOMMMYHH ble CUCTEMHbIe NP OosABEHUSA
HW3KWiA ypOBEHb 3HEPreTUKn
O6naaaroT HOpMaslbH biIM UHTENIEKTOM
Hu3skas camooLeHKa
[Mpo6emMbl NCUXNYECKOTo pa3BUTUA
TpyaHocTn obuieHns

i

Manbunk 6 net




3ABOJIEBAHWA

CuHpgpom lMNartay
Tpucomuun 13 xpomocombl

Mukpouedaaua (ymeHbLIEHWE roAOBHOMO MO3ra)
Pe3kas yMCTBEHHas OTCTaNOCTb

PacwenneHue BepxHen rybbl 1 Heba

AHOMaN UM rAasHoro AbAoKa

MoBblleHHas TMOKOCTb CYCTaBOB

MNoanaakTnauna

* BbicoKas cMEpPTHOCTb (B NEPBbIA rog *XU3HHK
ymupaet 90% petei)




3ABOJIEBAHWA

CuHapom 3apapaca(47 XX/XY+18)

TPHCOMMA MO XPOMOCOMe 18
IKOH 3Sgpapac, AHrAKAa, UWToreHeTyk, 1860r
1:7000 HOBOPOXAEHHEIX, ¢ B 3 paza bonewe &

MpyUYrHbI:

* TDMCOMMSI no 18 XPOMOCOME (HepacxoAcHWE XPOMOCOM B
Meroze, puCK NOBLILIASTCS C BO3PAaCTOM MaTep; ~ 90%)

MO3aI/ILI,M3M (Hepacxo¥ AcHWE BOZHUKAET B KASTKE 2apoakilla Ha paHHMX

CTaANaX €r0 pasBMTHS, HAPYLUEHWE KapUOTMNA 3aTParneaeT TOALKO HEKOTOpPhLIE
TKaHW K opraHel (46, XX/47, XX, +18); ~10%)

CUMNTOMBL:
Hu3kaa macca npr po:xaeH1n
CHMKEHHAA ABWUIaTeAbH 34 AaKTMBHOCTD
aHomManuu Mo3roBoro U NULUEBOro yepena
rnasHble Wenu y3KMe U KOPoTKue
YIUHblIE pakoBUHbI gedoprMupoBaHbl
aHomMaribHOe pa3sBUTUE CTOMNbI

" NQPOKU CEe a U KPYNHbIX COCYA0B
npoggnmumfgﬁﬂwcm‘gymu.%u : GS'D% AETEN AOXWBAOT A0 3 MECAUEE, A0 roaa 5-10 %.

OCHOBHAS APUSUHA CMEPMU - OCTAHOBKE AbIXAHWA 1 HAPYLWEHUA PadOoTsl CEPALA 1

NoYex.
OCmasuuecs 8 Xusbix — anyboxue 0aue0pens:




3ABOJIEBAHNUA

Cungpom JaBapaca




