Tema 4.8.
IIprnuMHBI, KINHUYECKHE IIPOSIBJICHUS

poodJieM NMAlMEeHTOB AeTCKOr0 BO3pacra
IPU HACJAEACTBEHHbIX M BPOKICHHBIX
3200J1eBAHUSAX



HacaeancrBeHHbIe
00JIe3HHU - 3a001€BaHU,
00y CIIOBIICHHEIC
XPOMOCOMHBIMHU U
T€HHBIMHM MYTaIUSIMH.,

x 6omee 6000

Bpo:kaeHHbie 00J€3HU - 3a00J1€BaHUS, KOTOPHIE
W x Cid yXK€ IIpU POXKICHUHA pPeOEHKAa U MOIYT
Th OOYCJIOBJICHBI KaK HAaCJICACTBE Iﬁlv:flk’ﬁ

3K3oreHHBIMWPHOILa o€ HHOCTH




Comarnyeckue MyTanuu

[Ipy BOBHUKHOBEHUY MYTAIMM B KJIETKE HA PAHHUX CTAJAUIX
OHTOI'€HE3a, U3 He€ OyIyT pa3BUBATHCS TKAHU, BCE KICTKU
KOTOPBIX OyAyT HECTH B ce0€ 3Ty MyTalui. Yem paHblie
BO3HMKAET COMAaTHUYECKAsT MyTaIusl, TEM OOJIbIIIE OKA3bIBACTCS
YYaCTOK T€JIa, HECYII[MN MYTAHTHBIU IIPU3HAK.

Y YejnoBeka COMATUUYECKHE

MYTaIlMHA 4aCTO ITPUBOJIST K
WKHOBEHUIO 3JIOKAYE€CTBEHHBIX

OITYXOJIEH.
KI{I/IX MyTaluu

Pak Mmoo

ﬂmﬂw COM




I eHepaTuBHBIC MyTallUU
MOHOI€HHBIE - MyTaI[id B OJHOM I'€HeE

v/ OOmas yacToTa T€HHBIX -
OOJIe3HEH B MOIMYISALMHU zv it i
cocraBisieT 1-2%

v/ OOycCIOBIIEHBI MyTalASIMHU
WA OTCYTCTBHEM OTACIbHBIX
T€HOB M HACJIEAYIOTCS B
MIOJTHOM COOTBETCTBHHU C
3aKkoHaMu MeHieis

v KiuHu4deckue nposiBiecHUs

BO’(&IOT B pe3yJIbTare
OTCYTCTBUS ONPEACIICHHOU

reHeTHUYeCKOH HHpOpMATH;™

00 peanu3anuu z[e(beKTﬂgf




HACJIIEACTBEHHASA
OJIOI ' Us

JIE3HU

-







KJIACCUPUKAIIUSA

HACJIEJCTBEHHOU MATOJIOT'UU

v
v
v

['ennbpIie O0JIC3HU;
XPOMOCOMHBIE 00JIC3HHU;

bone3Hu ¢ HacIeACTBEHHOU
IIPEAPACITOIOKEHHOCTHIO
(MyIbTH(aKTOpHUATIbHBIE O0JIE3HHN);

[ pynina reHeTH4eCKuX OOJIe3HEN,
BO3HUKAIOIIUX B pE3yIbTare MyTalluu B
COMATHYECKUX KJIETKaX (T€HETUYCCKHUE
COMAaTHUYECKHE OOJIC3HM);

boJI€3HK, TEHETUYECKOM
HECOBMECTHMOCTH MaTepH U II0AA.



OCOBEHHOCTHU KJIUHUYECKHUX
MNPOSIBJIEHUN HACJIEJACTBEHHOU
MMATOJIOT U

PaHHss MmaHnu(pecTaus;

XPOHUYECKOE MPOTPEAUECHTHOE
TCUCHUE;

OTHOCHUTENbHASA PE3UCTEHTHOCTh K
Tepaluu;

MHOXECTBEHHOCTD ITIOPAKECHUS;
- CeMenHbIN XapakTep 3a00JICBaHUS;

KigHudeckui nosmmmopQpusm.
-



I'EHHBIE BOJIE3HU

9TO PA3HOPOIHAS 10 KIMHUYCCKUM
IPOSBICHUSM I'pyIia 3a001¢BaHUM,
00yCJIOBJICHHBIX MYTAIlUSIMU HA
reHHOM YPOBHE.

Yucno U3BECTHBIX B HACTOSIIEE BPEMS
MOHOI'€HHBIX HACJICJICTBEHHbIX
3a00aeBaHui cocrapisieT okojio 4000
HO30JIOTHYECKUX (hOpM.

Bcerpedarorcest 5T 3a00J1€BaHMS €
quéTOT‘(Lﬁ 1:500 — 1:100 000 u pexe.



IIPUMEPDBI PACITPOCTPAHEHHDBIX

I'EHHbBIX BOJIESHEHN
Heiipoduobpomaros boine3Hnp [ eHTUHITOHA
Cunnpom Mapdana [TOMMKKMCTO3 TTOYEK
bone3np Onopaiita

MyKoBuUCIIM 103
J1130CTO3BI

['emornoOnHONmaTHA
OTOoCKIEpPO3
ITapokcu3masbHas DEHUIKETOHY U
MHUOILICTHSI Mukponedanus
Tanaccemus Nxtno3 (He
Cemerninast CLICTJICHHBIM C ITOJIOM )
TUIIEX0JICCTCPUHEMMSE

i — [Iporepus

HecosepiieHHbIN

OCTCOI'CHC3



Cunanom Mapihana
}

MYTaHTHBINA T€H

'

HapyuwieHna pasBuTHAa
(oOmeHa)
COCAHHNATENBbHON TI{EHH

/

Sv- M BbIBHX BblBHXH
XpycTanuKa H NOABLIBHXH
masa B CYCTaBax

AJIHHHBIE NOPORH
H TOHRHE RNanaHos
nanesybi cepada

crpagawr
cocyasi




CuHapom MapdaHa
OMIM 154700

S

MyTayua B
BaXHOM Oenke
COEAVNHUTENBbHO
N TKaHN —
dndpunnmHe.

This person with "
the Marfan
syndrome is tall

[poaeneHnsa — and thin and has
BLICOKWIA POCT, oo
ANNHHbIE
KOHEYHOCTN,
pacTaxnmas
CO€f,. TKaHb.
Kak
cnegcTueue —
CKOmMnunos,
MOABbIBUX
XpycTanuka®,
aHeBpu3Ma

aopThbl™*,

Ascending
aorla
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CUHIPOM MAPD®AHA

ITO OHA U3 HACJEACTBEHHBIX (POPM BPOXK/ICHHON reHEPAJTU30BAHHOU
MATOJIOTMH COeITMHUTEIbHON TKAHU, BIepBbie onucaHa B 1886 r.
ITHOJOINYECKUM (pakTopoM cuHapoMa Map@aHa sBJIASETCA MyTallUS B
rede pudOpmiIinHa (Jiokaausanus B 15 xpomocome)

AeBouka c
BPOXKACHHBLMH
IIpH3HaAKaMH
cuuapoma Mapdana:
acTeHHuYecKoe
TEAOCAO>KEHHE NMTHYLE
- HWCHGHHHVI ¢ AHII0, KOHEYHOCTH

cunapomom Mapgana: VAAHHEHBI,

apaxXHOAAKTE/IMA KUCTel U apaxHOAaKTEAHS

CTOII. - \ AecdopmMupoBaHHas

T ... rpyAHas KAeTKa,

HCKPHBACHHE
IIOSBOHOYHHKA.




CUH/IPOM MAP®AHA

fHany CApw - HACJIEJICTBEHHOE
«?OJ‘IbLIJOFO A il | 3a00JICBAHUE
N COEIMHHUTEIBHOMN TKaHU,
IPOSBIISAIOIIEECS

M3MEHEHUSIMM CKEJIETA:
BBICOKUM POCTOM C
OTHOCHUTEJIBHO KOPOTKUM
TYJIOBHUIIEM, JJIUHHBIMUA

ayKooOpa3HbIMU -
HaJbIlaMH, ,
Pa300JTAHHOCTBIO -

KJIETKH, apKOOOPA3HBIM
HEOOM.




Bricokuli BEIOPOC aipeHANINHA ,
XapaKTEPHBIN 1151 3a00J1€BaHUs,
CIIOCOOCTBYET HE TOJIBKO Pa3BUTHIO
CEPAECYHO-COCYAUCTHIX OCIOKHEHUN,
HO U MOSIBJICHUIO Y HEKOTOPBIX JIUII
0CO00H CHIIBI AyXa U YMCTBEHHOM
OJIapEHHOCTH.

CrrocoOblI J1eueHHusS HEU3BECTHBI.

CumTaror, 4To ero 0oJienu
[Taranmau, AaaepceH, YyKOBCKUIA.

ApaxHogaKkTunug



CUHIPOM MAPD®AHA

ApaxHoaakTunusa (rpey. apdxvn - nayk + SAKTuAog naneu)
Nartonoruyeckoe COCTOAAHMWE, NPU KOTOPOM Nanbubli aHOMaNbLHO ymu"é“ﬂble U y3Kue.

KunesuaHas rpyab

«CangajgeBuaHas miejab»

-



Fatpeen 1 Daranin 1) My



CTYIIHH B HOpMe
(c1eBa) U pu
CHH/IpOMe
Mapdana
(cupaBa)







CUHIPOM BBI3BaH HACJEICTBEHHBIM TOPOKOM Pa3BUTHS
COCIMHUTEIBHOU TKaHU. DOJIbHBIE YACTO YMHUPAKOT OT
aHEeBpU3Ma aopThl. ENMHCTBEHHAA KOMIICHCALIUSA —
MOBBILIIEHHOE COJEPKAHUE aIPEHAIINHA B KPOBU, IOITOMY
OOJIBHBIE BCIO KM3Hb HAXOMSTCS B BO30Y>KJIEHHOM COCTOSTHUM
U CTAHOBATCSI HEBEPOATHBIMU TPYAOTOJTUKAMHU.

Cunapomom Mapdana cTpagaii BCEMUPHO U3BECTHBIE
anyHocTH: ABpaam JImakoabH — npe3ujeHt CIIA (poct 193
cMm), Nanc Xpucrtuan AHaepceH — BEJIUKUN NTMcaTeNb,

o\

Huxkkoso Ilaranunaum —
BEJIMKHUI CKpuIiay (00JIe3Hb
npujiaBajga emy 0OJIbIIue
TEXHUYECKHE BO3MOXKHOCTH ).

B XX Beke KW HE MEHEE
TAJTAHTJIMBBIE KHOCAYM». DTO
ij Jb — IIPE3UAEHT ‘
®paniun nKopueii Yykosckuii

— COBETCKHH JACTCKHUM MHUCATEIh




U3BECTHBDLIE JIIOAU C CUHAPOMOM MAP®AHA

L. pe lonnb A. JINHKONBH
m3



OEHUWTKETOHYPUA

Tsaxenble nopaxeHus BH/
"

1
PaccTpoiicTBO perynsiuun gsuratesnbHbIixX oyHKLNi

cnaéoymune

e

MpununHa
aMunHokucnoTta
1. HapylweHue
CUHTE3a ®enunananun HapyLaeTcs
doepmeHTa obpasoBaHue
- Phe
HY>XHOTO O/ » ¢ » TOPMOHOB:
HOPMa/IbHOTO @m-i-m- aflpeHaINH,
obmeHa o, HOopagpeHasnH,
BELLECTB TUPO3NH

HE yCBalnBa€ETCH



L

i,
A,
W

Knaccuueckas ¢popma
(heHUIIKETOHYPHUHU, PEOCHOK B
Bo3pacte 1 rox 7 mec.

['py0Oas 3aaeprkka
IICUXOMOTOPHOI'O Pa3BUTHS,
cypoporu (1o 100 pa3 B
CyTKH). AHOMAaJIUH Pa3BUTHS,
MOBBIIICHHAS BO30YIMMOCTb,
O€CMOKOKMCTBO U OTCTABAaHUE
CUXO(U3NIECCKOM PA3BUTHU



«obpeyeHHast Ha
BeretapuaHcTBO»






HECOBEPHIEHHBLIU OCTEOT'EHE3

(heHOTUITMYCSCKH
MIPOSIBIIAETCS TTOBBIIIEHHON
JIOMKOCTBIO KOCTEH, BCIICACTBUEC
HapYyIICHUSI OCTEOTCHE3A,

y M3MEHECHUSIMU B CyCTaBax,
(/ " IJIyXOTOH, TOJIyOBIMHU CKJIEpAMHU,
aHOMAJIUSMU 3y0O0B.




HECOBEPHIEHHBIN OCTEOI'EHE3




AXOHAPOIIJIA3UA

v/ BPOXICHHOE ITOPAKECHUE
CKEJIETA

v/ BpOXAEHHAS 00JIC3Hb,
XapaKTEPU3YIOIIASACS
HapyIICHUEM Pa3BUTHUS
XPSAIIECBOM TKAHU; MPOSBIISCTCS
KapJIMKOBOCTBI0, KOPOTKHUMH
KOHEUHOCTSMHU IIPU OOBIYHOM
JUIMHE TYJIOBHUIIIA,
aepopMalnue HWKHUX

- KOHEYHOCTEW U MO3BOHOYHHUKA
OCHUTECIILHOM
MakpoI1eQaanen.




o~

“ay

, 3AKOHYMUBIIMX CBOM POCT, JOCTUTACT

30-41 cm

YemoBek



HpI/I‘II/IHBI MYyTalllu B HACTOAIICC BPCMsI HC N3BCCTHDI







CUH/IPOM XOJIT - OPAMA
(CUHIPOM PYKA — CEPJIIIE)

Cunapom Xoat — Opama npeacrapjsier co000i MOHOT€HHbIT
CHUHAPOM MHOKECTBEHHbIX BPOKIACHHbIX MOPOKOB PA3BUTHS.

>

CI/IHI[pOM X0J4T — Oo1JIasusl ICPBLIX IAJIbLIICB.

I'IporHo3 XKXN3HUN 3aBUCUT OT TAXECTU NopaxXeHnsA cepaua.



MYKOBUCIMN O3 - ¢
HACJIEACTBEHHOE
3200JIEBAHUE KEJIE3
BHYTPEHHEU CEKPENNU, a
TAKXE IOKEITYIOUYHOU
KeJie3bl U IeYeHU,
XapaKTCPU3YIOMICECs, B

. IIEPBYIO OYEPENE,
nopaxenueMm JKKT u : -~

OpraHoB JIBIX&HP ‘

Cystic fsbrosis 15 a
hereditary disorder
characterized by lung
congestion and Infection
and malabsorplion of
Autnients by the pancreas

FADAM,




‘ _HoBopoxzaeHHbIN ¢ MyKOBUCLMA030M
)



MyKOBHUCIIHIO3 - 3TO
CUCTEMHOEC
HaCJIEACTBECHHOC
3a00JIeBaHue , OOBIYHO
IIPOSIBIISIFOIIEECS B
neTcTBe, X0Ts B 4%
CIIy4aceB JUArHo3 CTaBAT B
3PEJIOM BO3pacCTe.

MyxkoBHUCIIN103
HACJIEYETCS ayTOCOMHO-
eLECCUBHO.

f

-



I'OMOINUCTHUHYPUS —- HAPYHIEHUE
METABOJIN3MA METUOHHWHA

[Ipy rOMOIIUCTUHYPHH, KAK ¥ IIPHU JAPYTHUX HACIECACTBEHHBIX HAPYILICHUIX
oOMEHa BEIIECTB, B MATOJIOTMYECKUI MPOIECC BOBJIEKAIOTCSI MHOTHE OPraHbI
U CUCTEMBI.

[Ipr TOMOIIUCTUHYPUN HPOUCXOAAT 3HAYUTEIbHBIC (PYHKIIMOHAJIBHBIC U
MOP(OJIOTHYECKHUE U3MECHEHHUS IEYCHH.

CTpyKTypHBIE UBMEHEHUSI ITAPEHXUMBI TICUCHH.

[Ipu pokAE€HUY JIE€TH, KaK IIPABUIIO, HE UMEIOT KaKUX-JIMOO BHEIITHUX
nedexToB. B pe3ynbrare HacaeACTBEHHBIX HAPYIIICHU MEeTa00IM3Ma
METUOHWHA MTOCTENEHHO HAYUHAKOT BbIABIIATHCSA U3MEHEHUS: 3a1€PKKa
[ICUXOMOTOPHOI'O Pa3BUTHS, MOSABICHUE KOCTHBIX AaHOMAJIUMN, U3MEHEHU S
3pEHUS U BEIPAKECHHYIO YMCTBEHHYIO OTCTAJIOCTb.

""br

—



romonou

Upa A., 7 ner. Inarao3s



[TonBpIBUX XpyCTaJIMKA IPU TOMOLUCTUHYPUA



CUHIPOM JIOYPEHCA-MYHA-BAPIAE-BUJIJIA

OTHOCHUTCA K pEAKHUM 3a00JIEBaHUSAM, JJI1 KOTOPOro XapaKTepeH
CBOCOOPA3HbIM CUMTOMOKOMILIEKC — COYETAHUE MUTMEHTHOTO
PETUHUTA, O)KUPEHUE, YMCTBEHHOU OTCTAJIOCTH, NOJIUIAKTUINUA U
rUIIOreHruTann3Ma. Jlo cux mop HCTUHHBIN IT'eHe3 00JIC3HU
OCTAECTCA HEACHBIM.

KnrHuka: HapyIleHue 3peHusi, OKUPECHUE
CTEIIEHU, YMCTBEHHAs OTCTAJIOCTh OT JIETK
UJINOTHH.



RN AAS) b
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nonnaakTununs



HaciencTBeHHBIE 00JIE3HN OOMEHA BEIIECTB
COCIMHUTEILHON TKAHMU.

MYKOIMOJUCAXAPHAIO3bI

[Toa TEpMUHOM «MYKOIIOJIMCAaXapu 036Dy 00bEeIMHSICTCS PSI
MaTOJOTMYECKUX MPOLIECCOB, B OCHOBE KOTOPHIX JIeKaT
HACJICACTBEHHbIC HAPYIIICHUS OOMEHA BEIISCTB
COCIUHUTECIBbHON TKAHU.

B MOY€ OOJIBHBIX COAEPKUTCS OOJIBIIOE KOJIMYECTBO KUCIIBIX
MYKOITOJINCAaXapUi0B.

-



MYKOITIOJIMCAXAPUI0O3 I TUITA
(CUHAPOM I'YPJIEP)

3a0o0eBaHUE XapaKTEPHU3YETCs
rpyOBIMH IIOPAKCHUSIMH OIIOPHO-
JIBUTATSILHOTO aIlllapara,
BBIPAXKEHHOW YMCTBEHHOU
OTCTaJIOCThIO, IOMYTHECHUEM =
POTOBHIIBI TJI1a3, IOPOKAMHU A
CEPICYHO-COCYIUCTON CUCTEMEL, i
renarocIIeHOMET aluei, :
IPOrPECCUPYIOIIUM TSUCHUCM.

COTIacHO HUCCIIEIOBAHNAM
aTOMOP(OIOTOB, -
MYKOIIOJIMCaXapy bl -
HaKaIUINBAIOTCSI BO MHOTHUX

€BOYKa ¢ cuHApoMoM [ 'ypiiep, 8 et
opranax OOJILHOTO. A Ap yPICD,



MYKOITIOJINCAXAPU O3 11 TUITA
(CUHIPOM I'YHTEPA)

B KJIMHWYECKOU KapTHUHE HA
MEPBBIN TUIAH BBICTYIIAET KOCTHBIC
aeopMalii U TYTOIOABMKHOCTh
CyCTaBOB, MEHEE BhIPAKEHA
HENOCTATOYHOCTh YMCTBEHHOT'O
pPa3BUTHS, TAKXKE 3aMEUYACTCS Y
OOJILHBIX TJIYXOTa WUJIH BbIpaKCHHAS

TYTOYyXOCTb. —

-~ €HOK 6 1IeT ¢ abOPTUBHOM
pMou cunapoma [ 'yHTepa.




MYKOTIOJICaxapu



MYKOIIOJIMCAXA
| PUI03V THUIA
¢ (CHHAPOM ULIEMUE)

Knnanueckas
KapTHUHA 3a00JICBaHUS
CKJIQJIbIBACTCS U3
HAJTUYHS XapaKTEPHBIX
IrpyOBbIX BHEIITHUX YEPT,
TYTOIOABUKHOCTH
CyCTaBOB U
IIOMYTHEHHUS
poroBulibl. Poct —
OOJIbHBIX —
HOPMAaJIbHbIN WA
HECKOJIBKO CHUIKEH,

v

BETCTBYCT
BO3pacTy, BO3MOXKHA
aopTajbHas
HEIOCTAaTOYHOCTb.



IIPOI'EPUSI (rpeu.

progeros NpexAEBPEMEHHO
COCTapUBIINAMCS ) —
AaTOJIOTHYECKOE COCTOSHHUE,
XAPAKTEPU3YIOLIEECA KOMILIEKCOM
M3MCHEHHI KOXKH, BHYTPEHHHUX
OpraHoB, 00YCJIOBJICHHBIX
IPEKISBPEMEHHBIM CTapESHUEM
OpraHM3Ma.

OcHOBHBIMU (hOpMaMHU
SIBJISIETCA JIETCKas IPOrepus
(curgpom I 'eTunHCOHA
(XamuuHcoHa) — ['undopaa) u

porepus B3pOCHbIX @Hw
BepHepa). ‘ .




Onucana B 1886T. ‘ | >
KiinHn4yeckue Mpu3HAKM: PEIKOE Iel YeCKoe 3a00/IeBaHNe, YCKO-pSIOIee
IIpo1IE apenus B 8-10 pa3. Jletm ymuparor B 13-15 jieT mocie HECKOIBKHUX

VH B Ml MHCYJIGTOB JIPSIXJILIMH CTapuKaMH. boJIe3Hb Bb
reH LMNA, oTBedaroniyii 3a cuaTe3 0enkoB Lamin A,
COCIMHUTEIILHOU TKa
BbIpa)KCHA BEHO3HAs CETh.
HEW3BECTHBHI

BacT MVFHBIfI

BIX JUIA
ast aJIoTenu OJKE yeperna
HUSA 1 MOMYJSIHMOHHAA 4aCTOTA










UXTHNO3I3 (rpeu. -

pb10a) — HACJICACTBEHHBIN
JIE€pMaTo3,
XapaKTEePU3YOIIUNCSA

i Py3HbIM HApyIICHUEM
OPOTOBEHMS IO TUITY
rUIIEpKepaTo3a, HpO}IBJI}IeTCH
00pa3oBaHKEM Ha KC

qemyeK) W
















HENPOPUBPOMATO3
(BOJIE3Hb PEKJIMHI'XAY3EHA)

[ nnepnmMrMeHTUPBAHHBIE MIATHA
BBISIBIIAIOTCA C POXKICHUSA HA

.. ...+ .. Da3IHYHBIX y4aCTKaxX KOXN,
h"’ 4 sof.'" Mot
9. . .+ % BappHpys IO pa3sMEPY U OKPACKe,
. " » ‘ " _ ' .' ’
| o wacro KO(e C MOJIOKOM.
g L

v\



Yame HaOmrogaeTcs
Herpoduopomaros I tuna (
OoJie3Hb PekiImHIXay3eHa ) -
ayTOCOMHO-JOMHHAHTHOE
3a00JICBaHUE,
XapaKTEPU3YIOIIEeCs HaIuIueM
MHO>XECTBEHHBIX ITMT'MEHTHBIX
ISITEH , KOXKHBIX U MOJKOXKHBIX
OIIyXOJICH . OOHAPYKUBAIOTCS
HCOQIBIIIKC TEMATOMBI

Puc. 5. Heitpodubpomaros y naumenra ¢ §eox pomoLHTOMOM

-



HENPODPUBPOMATO3

i
k - - .
— 3THUM 3ad00. 1. CHOHOBOCTB JICBOU BerHeI/I

KOHEYHOCTH, 00YCIIOBIEHHAS MHOKECTBEHHBIMI HEHPO(YHOPOMATO3HBIME y3JIAMH.




[ToutHn y Bcex OOJIbHBIX HA PALYKKE
OOHAPYKHUBAIOTCI HEOOIBIIINE TEMATOMBI .
HeripoduOpomMbl MOT'yT MOABEPraThCs 3JI0KAYE€CTBEHHOM
TpanchopMaluy ¢ pa3BUTHEM HEHpopuOpocapkoM




HENPOPUPOMATO3

MHOXEeCTBEHHbBIC HEHPOPHIOPOMBI

i

v












AJIPEHOTEHUTAJIbHBIA CUHIPOM
(BPAXKJIEHHA SI TUITEPTITA3U ST KOPEI
HAJITIOYEYHUKOB)

AnpenoreHuTanbHbii CUHAPOM (AI'C)
OTHOCHUTCS K T'PYIIIE HACJIEACTBCHHBIX
HApYIICHUM OMOCUHTE3a CTEPOUIHBIX TOPMOHOB.

3a0oJieBaHME BIIEPBLIC ONKUCAaHO B 1865 .

Hanbonee yacto BcTpevaronyrocs B 90%
ciay4daceB popmy — neuumt 21 — ruapOKCHIA3HI.

S



Masnpunku
IIECTH JIET (CIipaBa

— OIIEpEKEHUE
II0JIOBOTO U
(pr3myecKoro
HoBopoxIeHHas 1eBOYKa C
) pa3BUTHA)
JIBOMCTBEHHBIM CTPOCHUEM
HAPY>KHBIX MMOJIOBBIX OPTraHOB Aub.

JeBouka 1,5 et ¢

0150 1€ PYIKHBIX

) <“F-.."!_Q_.

—









IICEBAOI UTIEPTPOOUYUYECKASA
MbBILIEYHAA TUCTPODPUA (JIOLLIEHHA)

DTO OiHA U3 CaMbIX YaCThIX (POPM HACIECACTBEHHBIX HEPBHO —
MBIIIEYHBIX 3a00JIEBAHUL.

BniepBrie oHa Obuta onrcana B 1868 T

MeliiedHbIie AUCTPO(DUN XapaKTEPU3YIOTCS JeTe€HEPATUBHBIMHU
M3MEHEHHSIMU B MOMEPEYHO — MOJIOCATOM MYCKYJaType 0€3 MepBUYHON
MaTOJOTUH TTEpUPEPUIECKOTO MOTOHEMPOHA.

Yacrora ee cocraBisget 1:3000 — 1:5000 MajI-UYUKOB.



A,b— Psan
[IOCJICA0OBATCIbHBIX
JIBUKCHUM TIPU TIPUHSITAN
BEPTUKAIIBHOTO
MMOJI0KEHHUSI CUMIITOM
«JICCTHHUIIBI

. BhIPAXKCHHBIN
OSICHUYHBIM JIOPI03




dopma [oweHHa

=8

MBIWEYHAA TMNOTOHKMA MceedorMnepTod A MEPOHOMHBIX  CHUKRHME MHTENNekTa
MbILW L,

Popma Nanayzu-+HepeHuHa OdTanemonnerdeckas  AucTaneHaa gopma b

| fopma -
.“t_.— -




Phcynox 1. PeGenokx S.A.k 13 ner. - Pucynok 2. PeGenok E., 8 ner.
A-3: NMA Qowenna A-3: NMA Qowenna



CUHAPOM KUIEHTHUAU

CrpanHOE€ mieMs JIFOAEH-CTPayCOB
(carmagm) B LlenTpanbHoit Adpuke
OTJINYAET OT MPOYUX OOUTATENEH 3eMITU
YIUBUTEIILHOE CBOMCTBO: HA HOTAX Y HUX
TOJILKO JIBA IaJibla, 1 00a OoJpmue! DTo
UMEHYETCSI CHHIPOMOM KJICIITHH .
Oka3anock, 4TO HA CTYITHE CUJILHO Pa3BUT
MIEPBBIN U MATHIN MAIbILBI, BTOPOU, TPETUM
Y YETBEPTHIN HAMPOYb OTCYTCTBOBAIU
(kak OyaTo OBl UX W BOBCE HE JOJKHO
ObLIO OBITH!). DTa OCOOCHHOCTH

' 3aKpenuiiach B reHax IJIEMEHH U
repe cs mo Hacueactry. Camaau -
BETNKOJICTIHBIE OEryHBI, OHM J1a3aioT mo ~ AOCTATOUHO MMETE OAHOMY 13
JIEPEBBSIM KaK 06631:5{Hw e DOMETCITCH, 78 QPP OAUTCA C
OIHOTO JepeBa Ha Apyroe. P O/ICTBOM.

Kcraru, reH, nopoxaarommund 3TOT

CUHAPOM, ABIACTCA JOMUHAHTHBIM, CI'0







CUHJIPOM
AHTEJIbMAHA (c4) -

3TO Heupo-

:
XapaKTepU3yIoIeecs
MHTEJUICKTYaJbHOM U (PU3MYECKOi
3aJIEPYKKOU PA3BUTHUS,
HapyIICHUSIMHU CHa,

IPUCTYIaMH CyIOPOT,

PE3KUMH JBUKCHHUSIMU
(0OCOOEHHO PYKOILICCKAHUS),

YaCThIM OCCIIPUUYNHHBIM CMEXOM
WJIW YIIBIOKOH H, -

KaK MpaBuiio, 0ojbHbIe CA
JIIOJIN, BBITISIASAT OYCHD
CUACTIIMBBIMU.




| Our little piano player
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Like small woman, yes? SuUFERZOGI.COM 4




IeTn HapkomaHoB. Konus, BOCK.




Cunamckue 6nunsHeubl, y poauTtenen-
HapKoMaHoB. HaTypa, 3acnupToBaHHbIE.




11 MV DOIIMIC =Vl OU SHDIA
HacneacTBeHHbIMU 3aboneBaHusmu. Konus,
BOCK.

25.10.2008



PebeHoOK, poaAMBLUMNCSA B pe3ynbTraTe
UHUecTa(KpoBOCMeLleHUA poaACTBEHHUKOB).
HaTtypa, 3acnupTtoBaH.
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OTBeTLTEe Ha npo6nei\n|-|'|‘=|mp‘oc. Mouyemy B

ONMN3KOPOACTBEHHbLIX OpaKax 4acTo poXaarTcs OofibHble AeTU?

25.10/.2008 |



PebeHoOK, poanBLLUNCA
B CeMbe YepHoObINnbLUeB. HaTtypa, Mymus.

25.10.2008




YenoBeK-UUKNon, v XXeHLWnHa-CrnoH.
Xunu B 19 Beke. Konus, BOCK.

25.10.2008




CornacHO MHOTOYHCICHHBIM UCCIIEAOBAHUSM PAa3HBIX
HACJICACTBEHHBIX 00JIE3HEH M T€HOMA YEJIOBEKA B 11€J10M, MOKHO
TOBOPUTH O MHOIOOOPAa3rMM BU0B MyTallMi OJHOM M TOM K€
rEHE, KOTOPBIE SABJSIOTCS IPUYMHON HACIEACTBEHHBIX 00JIE3HEM.
Jlaxe ofHa 1 Ta K€ T€HHasl 00J€3Hb MOXKET ObITh 00YCJIOBJICHA
pa3HbIMM MyTanusaMu. Hanmpumep, B reHe MyKOBHCIIMI03a
onrcaHo cBbiiie 200 BbI3BIBAOIINX 00J€3Hb MyTaIHM.




Ecnu puHATH, 4YTO Y YEIIOBEKA IPUMEPHO

100 000 reHOB W KaXIpld T€H MOXET MYTUPOBaTh U
KOHTPOJIMPOBATh CHUHTE3 O€lKa C JAPYrUM CTPOEHHUEM,  TO,
Ka3aJIOCh ObI, JOJDKHO OBITH HE MEHBIIIEE YUCIIO HACHEACTBEHHDIX
oone3nent. bonee TOI‘O,WGMGHHBIM JaHHBIM, B Ka>KJIOM I'€HE
MOKET BO3HHMKATh JO0 HECKOJBKHX COTCH BAapHUAHTOB MYTAaIlU
(pa3HbI€ TUIIBI B PA3JIUYHBIX Y4aCTKaX I'€HA).



Bcest nctopus pa3BuUTHs YEJIOBEKA €CTh HEMPEPHIBHAS LIETD
MYyTaluyi B HEM. MyTaiuy npoucXoasaT NOCTOSIHHO KaK
OTPULIATEIIbHBIE, TAK U IMOJIOKUTEIILHBIC.

[TomoXKUTEIbHBIE MyTAIlMK ITO3BOJISIFOT MPUCHOCA0INBATHCS
K HOBBIM YCJIOBUSIM OKPYKArOUIEN CPEIbl U MUpa U BEAYT K
TAIBHEUIIIUM MYTaIHSIM.

OTpuiaTeIbHBIC K€ BUJIbI MyTAlIMK HE MOAACPKUBAFOTCS
OKPY KAIOIIEN CPEAOU U YETTOBEKOM U HE MOT'YT HOCUTH
NaJlbHEMIIEro pa3BuTus. OJHAKO HAJI0 YUYUTHIBATH BEPOSTHOCTD
TOEQ, YTO OTPHUIATEIILHBIC PAHEE MYTALIUU MOT'YT IIOBTOPUTHLCS C
YEJIOBEKOM BHOBB U IPHU HOBBIX OOCTOSITEIILCTBAX OKPYKAIOIIICH
Cpe/ibl ¥ YEJTOBEKA MOLY.L IIPUHOCUTH HOBBIE PE3YJIBTATHI
MyTanuii. KakumMu osu OyAyT MoKaxeT Oymayliee.



Bt = W

CIIMCOK UCTOYHHUKOB

[leguaTpusa: HauMoHanbHoe pykoBoACTBO: B 2 T.. - MockBa:
[OOTAP-Meauna, 2009. - (Cepua "HaunoHanbHoOe pykoBoaCTBO");

http://sovets.net/3005-kak-opredelit-ovulyatsiyu.html;
http://artfromsoc.ru/hromosomyi-cheloveka-h-sleva-y-sprava/p16140;
http://www.pitermed.com/simptomy-bolezni/?cat=10&word=50177;
http://meduniver.com/Medical/Neurology/1010.htm| MedUniver;
http://glucogenindonesia.net/cgi-sys/suspendedpage.cgi;
http://www.eurolab.ua/encyclopedia/505/4325/;
http://nevrolog.kz/istoriya-bolezni/32-istoriya-bolezni;

http://fb.ru/article/211231/myishechnaya-distrofiya-dyushenna-nasleds
tvennyie-bolezni



