HACJIEACTBEHHbIE
3ABOJIEBAHVA HEPBHOW
CUNCTEMDbI



HacnencrtBeHHble 3aboneBaHns
* 1)reHHble: MOHOIMEHHHbIE

NOJINreHHbIE
* 2) XPOMOCOMHbIE

* /IameHeHMe yncna aytocom
— cuHgpom [layHa — TpmcomMmua no 21

XPOMOCOME,

— cuHgpowm lNaTtay — Tpmcomua no 13
XpomMocoMme

— CMHOpOM dAaBapaca — Tpucomusd no 18
XpomMocome

* /IameHeHune 4Ymncna nonoBbIX XPOMOCOM
— CunHoopowm LLepelleBsckoro — TepHeba —



CuHgpom [layHa
TpMCOMMﬂ I-I(\ 71 vNnARINAA~ADR




CuHpgpowm laTay
TPUCOMUS NO 13 XPOMOCOME

small head

MHOXXECTBEHHbIE Ry
NOPOKU pa3BUTUA S
cleft lip and/or

4yacTo NonnaakTUInNS i

HapyLLUEeHS
CTPOEHUS MNOSOBbLIX
OpraHoB

rnyxoTa

NpaKkTUYECKN BCE
OornbHbIE HE
NOXNBAKT A0
OQHOro roga

dysplastic, or
malformed ears

and polydactyly,
or extra fingers

undescended or
abnormal testes



CuHapom SaBapaca
( TPcomua no 18 xpomocome)

* HWXXHASA YenioCTb U POTOBOE occipu,orback par
OTBEPCTNE ManeHbKue smal prominent
smg:lo‘um, dysplastic, or
* [Na3Hble Lenu y3kue u S maiformed ears
KOPOTKUE, YLHble paKOBUHbI
shield chest,
oedopmMnpoBaHb! orm:en;
* 60% JeTeinl ymmparoT B )

set nipples

BO3pacTe A0 3-X MecsLeEB,
00 roga ooXuneatoT NnLLb
10%, OCHOBHaga npnynHa -
OCTaHOBKa AbIXaHUA U
HapyLleHne paboTbl cepaua

clenched hands
with overlapping
fingers

flexed big toe;
prominent heels

(R



Tunbl HacnegoBaHUA
1. AYyTOCOMHO-OOMUHAHTHbLIN

2. Pwuck poxxgeHust 6onbHoro pebeHka — 50%

IV O O m ®

B affected male
@ affected female



AYTOCOMHO-pPEeLIeCCUBHBLIN TUM

HacCJ1ie4OBaHWA
* Puck poxaeHus bornbHoro pebeHka — 25 %
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HacnenoBaHue, cuenfieHHoe C

X-XPOMOCOMOW

 Manbiukn bonetoT
* [1eBOYKU - HOCUTENN

(® carrier female
B affected male



HepBHO-MbILLEYHbIE

3a00

HNA

MwnoreHHble opMbl

(nopaxeHue
HENnocpeacTBeEHHO
MbILLEYHOW TKAHMW)

- Mvonatuu

- MblweYyHble
ONCcTpodun

- MunoToHumn

HewnporeHHble popMbl

(nopakeHne HepBHOW
CUCTEMDI)

- CnnHanbHbIE
amMmuoTpodounmn

- HeBpanbHbie
amMuoTpodoumn




[lceBoornnepTpodunyeckas

MblLLeYHaa OANCTPoPUS

» HactoTa — 14 Ha 100 000 poauBLUnXCA

 Tun HacnegoBaHUSA — cuUenfieHHoe ¢ X-
XPOMOCOMOM (Manb4YnKku DOretoT, 4EBOYKM
HOCUTEnu)

o | leBoYkKM c cnHapomom LLlepelueBckoro-
TepHepa (kapuoTtun XO) MoryT cTpagarthb
MblLLeYHOoW gucTtpodonen [oLleHHa.



 [TaTOoMOpdonorna — nepepoxgeHue
MbILLEYHOU TKAHW, 3aMeLLeHne ee
XXMPOBOWU N COEAUHUTENBHOWU TKaHbIO.
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 [1ebt0T — NepBbIe 5 NET XXNU3HU

* [lepBble Nnpun3Haku: cnadocTb MbILLLL
Ta30BGFS-ROACA OeTU UCNbITbIBAIOT
3aTpygHeHue npu xoabbe rno necTHuue,
BCTaBaHWU C Mnona, nepecratT beraTb.

* Tunn4yHa «yTUHasa noxoaka» -
packaynBaHue B Ta3zobeapeHHbIX CycTaBax



* [TceBgorMnepTpodunn UKPOHOXKHBIX,
0EeNbTOBUAHBIX N ATOONYHbIX MbILLL

* [lepBbIn U3 rNyOoKNX pedriekcoB ncyesaeT
KONMEeHHbIN

* 13-3a ycunueatoLiencs cnaboctu
nepecTarT XoanTb K 9-12 1T

* MoXeT ObITb YMCTBEHHAs OTCTANIOCTb

* BropnyHaa gedopmauna ckenera,
YCUNMBAKTCA aTpodna N CyXoXunbHas
peTpakuus



[lceBoormnepTpomum
MKPOHOXXHbIX MbILLIL
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[lnarHocTuka

[ToBbILLEHNE B KPOBU DEPMEHTOB (eLLe B
OOKITMHUYECKYIo cTaguio!) :

* KOK (kpeaTnHdpocdoKkmnHasa)
- [1O0
o AJIT

« ACT
OT0 nokasaTtenu pacnaga MblLLEYHON TKaHW



necsagormnepTpodpunyeckas

« HacnepoBaHue — cuenrieHHoe ¢ X-
XPOMOCOMOW

e 3aboneBaHne KNMHUYECKN MOEHTUYHO
MuogmnctTpodum [ioieHHa, ogHako Havano
bonee no3aHee (B 20-30 NeT), TEYEHUE
NoOpoKavyeCTBEHHOE C ANMUTENbHOW
KOMMeHcauneun asuratenbHbIX QYHKLUNN

* VIHTenneKkT coxpaHHbIV



BpoXxaeHHble MmonaTtum

naTOMOpCbOJ'IOI'VILIeCKVIe U3IMEHEHUA ABITAIKOTCA Crieacrsmnem

aHoManumn pasBuUTUA U AnPepPeHLMPOBKU
nonepevyHononocaTthbiX MblLLL.

* BbornesHb LieHTPanbHOro CTEPXKHSA
 HutyaTaga (HemanuHoBasi) MMonaTusd
* MwuoTtybynsipHasi mmonaTus



BpoXxaeHHble MmonaTtum

bone3Hb LeHTPAJIbHOIO CTepPXHA

HavyanbHble Npn3Hakm 6one3Hn NPosiBMAOTCA
B paHHEM BO3pacTe 00LeN MbILLEYHOW
rMNOoToOHUen, MbILLeYHOU CNabocCTbLIO,
3a4epPXXKOU TeEMNOB MOTOPHOIo pa3BUTUA.

- Ctartyc B nepBble MeCsLbl YKNaablBaeTCcH B
NOHATUE «BASbIN PeOEHOKY.
CamocTodaTenbHaga xoabba ¢ 3aaep>KKou Ha
4-6 MecC., XapaKkTepunayeTcs HeyBePEHHOCTbIO
M YyacTbiM NAgeHNEM; MbllleYyHasa criabocTb
bosnbLle B NpoKkcuMaribHbiX oTaenax B/K U H/K.



e Hutyatada (HemannMHoBas) muonaTus
Hanbonee yacTtasi n3 BpOXXOEeHHbIX MUOMNaTUN

BHewHne an3ambpunoreHeTn4yeckKkume
NPU3HaKu (yoMHeHHbIN NMueBou Yyepen,
HM3KO pPacnosioKeHHbIe yLIW, FTOTUYeCcKoe
Hebo, gedopmaumns rpyaHoOM KNeTKn
KuneBuaHas).

AMunmua (nnuesaqa myckynaTtypa nopa)eHa)

MbilLeYyHasa rMnoToOHUSA, MblLlLedHasi cnabocTb
C NepBbIX MeCSALEB XN3HU (bonblLue B
pyKax), 3agepxKka TeMrnoB MOTOPHOIO

Naanis2tia NMoaTma uaumtUuaAwrT vonmaTe ~ 1 © noaT



MunoToHnn

deHOMEH MUOTOHUMN —
HENPOU3BOSbHLIN TOHNYE
crasm MblLLL, BCNen 3a p¢
NPOU3BOJSIbHbIM COKPaLLLE
PaccrnabneHune HacTynae
HEeCKONbKO CeKyHA.

Tun HacnegoBaHUA - ayT
NOMUWHAHTHbIN




MunoToHnn

ATpodunyecKkas MMOTOHUSA

[1ebr0T bonee TunnyeH Ha ll-lll gecatnneTum
YXU3HW.

CMMNTOM MMOTOHUYECKOTO POBUKaA J1erye

Nony4vnTb Ha AeNLTOBUOHOU, UKPOHOXKHOW
MbILLLIAX U A3bIKE.

Hepeako conyTCTBYIOT pa3finyHble
OHOOKPUHHLIE U BEreTaTUBHbIE HAapYyLLEHUS.



HeBpanbHble amuoTpodunmn

(HacnegcTBeHHbLIE MOTOCEHCOPHbIE

* Yalle cTtpagaeTt akcoH Il HenpoHa

* MoTOpHbIE HAapyLUEHNA: CAMMETPUYHbIE
napesbl B AUCTarnbHbIX OTAenax
KOHe4HocTeW. [lepoHeanbHada rpynna
CTpapaeT nepBad (ctennax). MblLLe4vHble
aTpodum —B | oMepenb CTonbl.

» CEeHCOpHbIE HApYLLUEHUA: HapyLLEHNE
YYBCTBUTENBLHOCTU MO
NONMUHEBPUTUYECKOMY TUMY.

e [lepBble CHMXAaKTCA axXuinmnoBbl,



HeBpanbHble aMnoTpodpum
(HacnegcTBeHHbIE MOTOCEHCOPHLIE
nonnMHenponaTtun)

 HeBpanbHaa ammortpodpus
LLlapko-Mapu-TyTta

AyT-OOMUHAHTHO

[1ebtoT — nepBoe 10-neTue XNU3HW.

HavyanbHble CUMNTOMbI —
cnabocCTb B ANCTarIbHbIX
oTaenax H/K n pedopmauus



HeBpanbHble ammoTpodounn
(HacneacTBeHHbIE MOTOCEHCOPHbIE
nonnHenponaTtnn)

3 Claw toes




JlnarHocTuka

OHMI'": CHMKeHHE CKOPOCTH MPOBEACHUS BO30YKICHHUS T10
HEPBHOMY CTBOIJTY.

brnoxnMmnueckre MeTOAbI UCCIIEI0BAHNSA HE BBIABISIIOT 0COO0N
aTOJIOTUH - YpoBeHb (hepMeHTOB (B ToM uuncie KDOK) ocraercs B
IpeaeIax HOPMBL.

HpI/I onoricuu MBI HAXOAAT TUIIMYHYI0 KAPTHUHY ACHCPBALINU C
ABJIICHUAMUA ((HY‘IKOBO?I anO(I)I/II/I» MBIIICYHBIX BOJIOKOH.

buoncus HCPBHOI'O CTBOJIA BbISIBJIACT CCIMCHTAPHYHO
JACMUCIINHNU3AIINTO.



[leTckme cnnHanbHble aMNOTPOMPUN

TUM HACINNEAQOBAHUA - AYTOCOMHO-
PELIECCUBHbIN

Twun 1 — 6-Hb BepgHura-IododpmaHa (ocTpas
CnnHanbHaa ammoTpodouns)

Tun 2 — npomMeXxyTodHaa cnmHanbHas
aMUOTPOPUA (MPOMEXKYT. UNN XPOHUYECKaA)

Tun 3 — cnnHanbHas aMNoOTPOMPUS
Kyrenbbepra-Benangepa



* Putm yactokona Ha QHMI (13-3a
nereHepaumm MOTOHEMPOHOB CMMHHOIO
MO3ra)
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dakomaTo3sbl
rped. phacos —nNATHO

rpynrna CUCTEMHbIX 3a6oneBaH|/||7|, XapPaKTePU3YHLLNXCAH
nopaxeHnem KOXHbIX NMOKPOBOB, HepBHOVI CUCTEMbI U
YaCTO BHYTPEHHNX OPraHOB.

OOLLme xapakTepHble NpU3Hakm dakomMaTo30B:

0ebloT B JETCKOM M MOMNOAOM Bo3pacTe
HacrneacTBEHHOCTb OTAroLweHa
NONMUCUCTEMHOCTb NOPaXKEeHNUs

BbICOKMI PUCK Pa3BUTUSA MHOXECTBEHHbIX ONMyX0osiewn
rONOBHOIO MO3ra, CIMHHOIO MO3ra U BHYTPEHHUX
opraHoB



Knaccugpukauma gpakomaTo30B

onacromarto3bl aHrMomaTo3bl

* Ty6Gepo3HbIi CKNepos3 * 3HUedanoTpureMmHarnbHbIM

(0-Hb bypHeBunsa-lpuHrna) aHrmomarto3s LUTypre-
Bebepa

* HenpodunbpomaTos

PeKnMeray3eHa * adTaKCungd-terieaHrmoKkTa3ngd

INyn-bap

* LlepebpopeTnHanbHbIN
aHrmomaTtos [ unnens-
NnHpay



Tybepo3HbIn cKnepos

(annnowns, bonesHb bypHeBunsa — lNpuHrna)

reHeTU4YeCKn JeTEPMUHUPOBAHHOE 3aboneBaHne,
XapakTepusyeTcs nopaxeHNeM HepPBHON CUCTEMbI, KOXU U
HannYnem AoodpoKayeCcTBEHHbIX ONyxorien (ramapTom) B
Pa3NMYHbIX OpraHax.

/epilc‘)ia —

epilepsy low intelligence adenoma sebaceum
(annnencusa ) (HN3KUN MHTENNEeKT) (ageHOMbl canbHbIX XKenea)



oTnonartoreHes



KOXHble NaMmeHeHUs
BCTpedarTcda B 100 % cny4vaes

MNONUrMEHTMPOBAHHBLIE NATHA
aHrmodunobpomsbl nmua

YYaCTKU «LLarpeHeBOon KOXN»
donbpo3HbIe DALLKY
OKONOHOrTEBbLIE PNOPOMBI



[[MnonurmeHTUpOBaHHbLIE

NnAaATHA

* BCTpeyvarTcs B 90 % crnyyaes
* NOSABNAKTCHA OObIYHO B NepBble 2—3 rofa XXU3Hu
* Yyncno NATeH ot 3—4 0o 100 1 bonee




AHrmocpumnbpomsl nuua

adenoma sebaceum

* BCTpeYatoTcs B 47-90 %

* NOABNAOTCA, KaKk NPaBuno, nocne 4 net




YYyacTKU «LLarpeHeBOU KOXU»

BCTpe4yarTca B 21-68 % cny4yaeB
nosABNAETCA Ha BTOPOM AECATUINETUN KU3HMW.

[ -
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Pnobpo3HbLIE ONALLKK

* NATOMHOMOHWYHbIN KOXHbIA CUMITOM
e BCTpeYaroTcs y 25 % 00onbHbIX
* YACTO NOABMNAKTCA Ha NepBOM roay XNU3Hu
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OkonoHorreBas pubpoma

(onyxonb KeHeHa)

* BCTpeyarTcay 50 %
BONbHbIX

* NOSABMNAIOTCSH BO BPEMS
NN HENOCPEACTBEHHO

nocne nybeprara




[MopaxeHue LUHC




[MopaxeHune LUHC



Jnunentu4yeckue NpUCTynobl

c-M BecTa (MHdpaHTUNbHbIE CNa3mbl)
aTUNNM4YHbIe abcaHchbl
dookanbHbIe Npunagku

BTOPUYHO-IreHepasrin3aoBaHHbl€ TOHUKO-
KITOHN4YeCKne rnpunanku



PeTHanbHble raMapTOMbl

* BbIABNAKTCA Y 50 %
BOrbHbIX

« [0eOboT B nepBble 2
roga *Xn3Hu

* CUMMTOM «TYTOBOW
Aroabl» -
KanbUWHUPOBAHHbIE
ramMmapToMbl




[[amMapToMa AncKa 3pUTenbHOro HepBa




Pabgommnoma cepaua




[lopaxeHne poToBOU NOIOCTU




[lopaxkeHune noyvek

* AHrMoMuMonunomsl (y 48% OOnbHbIX)
* Knuctbl (y 35% OOSbHbIX)
e [loyeyHOKNEeTOUHas Kag , %




[lopaxkeHune KocTen




[ lopaxeHne nerkmx

NnmdpaHrmommomaTos
* NIerkne BOBJ1EKaKTCH B MaTONorm4yecknin




[lnarHocTunyeckume Kputepumn

[MepBUYHbIE NPU3HAKK

[0 AHrmodomnbpomebl nuua
nnn pnbposHble
bnawkn Ha nby

[l OkonoHorreBble
dmnbpombl

[ 'mnonurmeHTHbIE NATHA

[ YyacTok "wwarpeHeBou
KOXWN"

BTopuyHbIe Npu3HaKku

MHorouncneHHole yriybrneHus
B amarsiv 3yboB

[amapToMaTo3HbIe
peKTarnbHble NOAUNbI

KOCTHbIE KUCTbI
dnbépombl aeceH

[amMapTOMbl BHYTPEHHUX
opraHoB

AXpomMmaTnyeckmum y4acTokK
ceTyaTom obonoYku rnasa

[ MnonUrMeHTHbIE NATHA

AT iAANATTIAN 1A 1I7ANZrA



Henpodpnbdbpomatos

bone3Hb HhoH PeknnHrxayseHa
* Tvn HacnegoBaHUsA — ayTOCOMHO-
NOMWHAHTHbIW
* [1aTHa «kOde C MONOKOM»

* Hempodndbpombl Ha KOXe, B NOJKOXKHOW
KrneT4yaTke U No Xxoay HEPBHbLIX CTBOMOB

* Y3enku Jlnwa Ha pagykke rnasa
* Onyxonu UHC

* M.6. CHWXXEH MHTENNEKT, CY4OPOXHbIN
CUHOPOM



* MHOXXECTBEHHbIE KOXHbl€ HEMPONOPOMBI
Ha KOXX€ CIMUHbI







HenpompunopomaTos
(bonesHb PoH PekrnunHrxayseHa)
[1aTHa «kode C MONTOKOM»




Y3enku Jlnwa Ha pagykke rnasa




e [TIMOMA
3pUTENBHOIo
HepBa




ATakcus-teneaHrnakrasus Jlyu-

 Tun HacnepoBaHUSA —
ayTOCOMHO-
PELIECCUBHbIV

KnnHuka:

* MO3)XXeYKoBad aTakcus
C OeTcTBa

e TereaHrmakTasum,
0ocobeHHO B obnacTtu
KOHBOHKTUBDI







QHUedanoTpureMmHanbHbIN

aHrmomarto3 llTvpre-Bebepa

* Tn HacnegoBaHMA — ayTOCOMHO-
NOMWHAHTHbIW

* Tpnaga:
1) aHrMoma Ha Koxe nuua (B obnactu

MHHepBaL M NepBon N BTOPOU BETBEN
TPOUHWUYHOIO HepBa)

2) aHrMoMaTO3HOE NopaXXeHne MO3roBbIX
obono4yek (KMMHUYECKU MOXKET
NPOSABNATLCA CYA0POXKHBbIMU NpUnagkamm)



AHIrMomMa Ha KoXxe nmua







