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[JIAH JIEKIIUA

1. Xapakrepucruka u KjiaccupuKaIusi TeHHbIX 00JIe3Hei

2. PepMeHTONATHH, 00JI€3HH CBA3aHHbIE ¢ HAPYIIEHHEMS:

aMUHOKUCJ/ZIOMHO20 OOMeHa:

- ®eHunketoHypus (PKY)
- ANbOUHNU3M

yasiee00HO020 obMeHa
= [anakrTosemus
JIUNUOHO20 OOMeHa

- Tea-Cakca
- HumaHna-lNuka

MUHepaJsibHO20 ObMeHa

- BunbcoHa-KoHoBanoBa

nypuHoeo20 ooMeHa (HyK/1euHo8bIX Kucsiom)
- Jlewna- HanxaHa

cghepMeHMoe penapauuu

- [luzmMeHMHasi kKcepoodepma




IIJIAH JIEKLIUNA

3. XapakTepucTuka U KiIaccHPUKaIUMs XPOMOCOMHBIX O00JIe3HEH.
4. bone3nu, 00yCIIOBICHHBIC W3MEHCHHEM CTPYKTYPBl XPOMOCOM:
0 cuHAPOM «KOIIAYhETO KPHUKa»
[ XpoHHWYECKHI MHUETOICHKO3
5. bonesnn, 00ycCIIOBIEHHBIE HW3MEHEHHEM 4YHCIa XPOMOCOMS
a) aHEYIUIOWIUH II0 ayTOCOMaMm
0 13 (cungpom Ilaray);
0 418 (cunapom DaBapica);
0 21 (cunagpom Jlayna)s;
0 Tpucomus 9p
0) aHEeyIUIOMIUU 10 TIOJIOBBIM XPOMOCOMaM
0 wmonocomuu (IllepmeBckoro — TepHepa)s;
0 momucomuus
0 tpucomusa XXXj
0 cungpom Knaiingpensrepa (XXVY);



1. XapakTepuctuka v Knacpuii,_mxauml
reHHbIX bonesHeun (I'b)

T I'b obycnoBneHsbl = < CTPYTYPHBIX T'EHOB

I'CHHBIMHN MYTallUudAMH

OYHKINOHAJIBHBIX I'EHOB

Monorennnie 0ONe3HU
BbIOENSIOT <(1 MYTaHTHbIWN FeH)

IMoaurenunie OONe3HU
(coyeTaHMe HeCKOSIbKUX reHOB)
MonoreHHble 00J1e3HH CaMas MHOroOYMCreHHas rpynna
HacneacTtBeHHou naTtonorun. OnucaHo 6onee 7000 6onesHewn

(manpumep, peHUNKETOHYpPUA, remopununsa, ranakroleMus
cepnoBUAHOKIIETOYHAA aHeEMMA U Ap.).

IHoaurennpie 601e3HN — OOSIE3HU C HaACIeICTBEHHOM
NpeapacioIo;KeHHOCThI0, UM MYyJbTH(aKTOpHAJIbHbIe OONe3HU
(mampumep, paK, caxapHbin anabdeT, wnsodpeHns, anunencus,
nwemuyeckas donesHb cepaua, rmnepToHa u ap.)




I'ennble Gonesnn — 3TO OOME3HN, Bbl3bIBAEMbIE TEHHBIMU MYyTaUNAMMU, T.€.
MOJIEKYNIAPHBLIMU U3MeHeHNaMN Ha ypoBHe [JHK.

[eHHble BOone3Hn nepeaaroTca N3 NOKONeEHUs B NOKONEHNE, B
COOTBETCTBUU C 3aKkOHaMn MeHaens, B TO BpeMsi Kak 60nbLLINHCTBO
XPOMOCOMHBbIX D0orie3Hen, 00yCNOBIIEHHbIX aHEYNIongnsamm, BoooLLE He
HacnenyrTcs, T.K. BbI3biBAlOT NeTasribHbIN 90 EKT.

[eHHble Bones3Hn — 3To rpynna 3aboneBaHU, NPOSABIAOLLMXCS
HacneacTBeHHbIMU AedekTamMu obMeHa BELLLECTB —
gepmeHmonamusmu.

[eHHble 6one3Hn obycrnosneHbl ABYMS BUAaMu U3MeHEHNI DENKOBbIX
NpPOAYKTOB.

IlepBasi rpynna 6onesHen obycrnosneHa MyTaunaMm CTPYKTYPHbIX
reHOB. OTO NPUBOAUT K KAYeCTBEHHbIM M3MEHEHUSAM DENKOBbIX
MOJIEKYST, T.€. K Hann4mno y 60nbHbIX aHOMarnbHbIX DenKoB (Hanpumep,
aHoMarsibHbIE reMOornobuHbl).

Bropas rpyvnma 3abofieBaHUN XxapakTepU3yeTcsa KONN4eCTBEeHHbIMU
N3MEHEHUAMU coaepKaHNsS HOpMarbHOro 6enka B KneTke (MoBbILLEHHOE
NI NOHUXKEHHOE), YTO OOYCNOBSIEHO Yalle BCEro MyTauusamMmu
dyHKUMOHAamNbHbIX TEHOB, T.€. CBA3aHO C HapyLLeHNeM perynaumm
paboTbl reHOoB.




OTN HapyLUEHNSA MOTYT OCYLLLECTBNATBLCS HA Pa3fINYHbIX YPOBHSX:
rnpempaHCKpUnUUOHHOM (YMEHbLUEHNE UMW YBENUYEHNE YMCa KON FEHOB),
MpPaHCKPUNnyUOHHOM (reHeTuyeckne aedekTobl B cnencepax, MHTPOHaXx, perynsaTtopHbIX
Benkax MoryT npuBOAUTb K HAPYLLEHUIO TPAHCKPUMNLUNK BCETO reHa U K USMEHEHMUIO
obbemMa CMHTEe3a COOTBETCTBYHOLLEro benka), rnpoyeccuHaa (HapyLLeHe Ha ypOBHE
PECTPUKLMN N CNNANCUHTA), mMpaHCIsaUyUOHHOM (HapyLLEHWE Ha YPOBHE
HernocpeacTBEHHOM COOPKM BerikoBoW MOSEKYNbI B pubocome) n rnocmpaHcissiyuoHHOM
(HapyLLeHMe Ha YPOBHE KOMMSIEKTaLnm 6enkoBOn MOSIEKYIbI).

Ha4yano natoreHe3a ntodon reHHon 6one3Hn 1 ero KrnoyeBas TodKa CBsA3aHbl C
nepBUYHBLIM 3(PdEKTOM MYTAHTHOIO annens, No3ToMy NMpUHUUNManbHble 3BEHbSA
naToreHesa reHHbIX 6051e3HEN MOXHO NpeacTaBUTb cneayowmm obpasom:

MYTaHTHbIN annenb — naTtosiorMyecknin NepPBUYHbLIN MPOAYKT (KA4eCTBEHHO NN
KOSINYEeCTBEHHO) — LENb NOCeayLwmnx OUMOXMMMNYECKNX MPOLIECCOB — KINETKU —
opraHbl — OpraHu3m. 37O rnaBHas 1 ooLwas 3aKOHOMEPHOCTb Pa3BUTUS MTEHHbIX
bonesHen npm BCEM NX MHOroobpasunu.

BellecTBa, Hakannmeatowmecs B pesyrsrate OTCYyTCTBUSA UITN CHKEHUS aKTUBHOCTH
doepMeHTOB, NMBO caMun OKa3blBalOT TOKCMYECKOE AeNCcTBUE, NMBO BKNOYAKOTCS B LIENU
BTOPUYHbIX OOMEHHbIX NPOLLECCOB, B pe3ynkTaTe KOTOpbIX 00pa3yoTcs TOKCUYEeCKme
NPOAYKTHI.

Ob6uwasa yactoTa reHHbIX DofesHen B Nonynaumax nogen cocrasnder 2-4%.
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1. HapyweHunsa aMMHOKNCIOTHOro oomMmeHa

1. ®ennakeronypus (PKY)

Tvn HacnegoBaHUA ayTOCOMHO-PELLeCCUBHbIN

BCTpeyaeTcs ¢ YacTtoToun 1:6000-1000, HacneayeTtca
Mo ayTOCOMHO-PELIECCUBHOMY TUMY; OOSIbHbIE —
peLeccmBHbIe TOMO3NTroThl (aa). MyTaHTHbLIN IeH,
OTBeYaloLLNN 3a CUHTES3 PEPMEHTA
doeHunanaHuHrngpokcmnasbl, KapTupoBaH (12qg24) u
CEKBMHUPOBAH (onpeneneHa nocrnegoBaTenbHOCTb
HyKneotnaos). JIokyc peHnnKeToHypumn
(dbeHnnanaHMHrMapoKcunasbl) pacnosioXKeH B
ONVHHOM njiede XpoMoCcoMbl 12 (12g22-24).



B HOPME O6mnoxnmmnyeckasa peakuusi npoTeKaeT no

doepMeHT

deHNanaHvH

CXeMe.

doepmMeHT

deHnnanaHuH
rmgpokcunasa
>

TUpo3unH

TuposnHasa
—_—

MenaHuH

Ilpu HapyumieHUH AKTUBHOCTH (pepMeHTA

¢eHmnanaHMHrmnp0Kcmna3

Tnpo3nHasbl

DOKY
passusaroTc;|<

AJIbBUHU3M



Poauntenun marepm

|

Ce2

Aa

], ),

Poagutenn oTya

Ijx
|

Aa

MaTe pebeHka

)
[.
Aa Aa T
mnmn
2 ®
Uy aa
PebeHok C

dbeHnnkKkeToHypmen

Oreuy peGeHka



Nedunuunt
(hbeHUNaNnaHUHrMApoKCHIasbl

v

GeHnnanaHuH X » TUpo3VH

Y
HakonnexHue

dJeH UnaJlaHnHa “n ero
[NPON3BOAHbBIX

q

PAH gene
12924




B HOPME O6mnoxnmmnyeckasa peakuusi npoTeKaeT no
cxeme:

®deHnm 9 aHuH :
Tnpos’4asa

rMapo’ . anasa

deHnnanaHuvH

Tnpo3uH MenaHuH

b v
PKY AJIbBUHUA3M

1:5000

B Jlonerke 1 1 5 420 1: 25 000



[etn ¢ peHnnKeToHY DI e M@RGE)T 29 2 3¢ foBiniy) £ c'r nepBble MecsLbl B
CBA3M C nocTynneHnem d.eHnnanaHmnHa ¢ MOSIOKOM MaTtepu (0ObIYHO B
BO3pacTe 2-6 MeC.) pa3BMBalOTCS KINMHUYECKUE MPOABINEHMUS.
deHuNNnpoBMHOrpagHas KUcrnoTa — HEMPOTPONHLIN A4, B pe3ynbraTte Yero
NoBbILLAETCA BO30YANUMOCTb, rurneppedriekcusi, noBbILLEHHbIN TOHYC MbILLLI,
TPEMOP, CYOOPOXHbIE aNUNenTUdopMHbIE nNpunagku, y 60% 60nbHbIX
OTMeYalT NnanoTuto, y 10% - criabo BblpaXXeHHYI CTENEHb ONTUrOPPEHNN.
[eTn c 3ano3gaHmem HaunHaoT XoAuTb U cuaeThb. [o3a 6onbHOro 1 Nnoxoagka
O4YeHb cBoeobpa3Hbl. OHM CTOAT, LUIMPOKO paccTaBUB HOMU, COrHYThbIE B
KOneHAX 1 TazobegpeHHbIX cycTaBax, CUOAT B «N03€ NOPTHOro» - NogXXas
HOrn. XapakTepeH «MbILLUNHbIN 3anax», CBsA3aHHbIN ¢ BbiaeneHnem OrNBK.
[1o3)ke oTMe4aloT YMCTBEHHY OTCTanocTb, MuKpouedanuto. Nockonbky
HapyLleHne obmeHa doeHnnanaHnHa BeAeT K CHUXKEHUIO YPOBHS TUPO3UHA,
OAHO U3 PEHOTUMNYECKUX MPOABIEHUN PEHUTTKETOHYPUMN - CHUXKEHNE
YPOBHS UINK NpeKpalleHne obpasoBaHMA MefaHMHa, NO3TOMY YMEHbLLEHA
NUrMeHTauUns KOXKHbIX MOKPOBOB, BOSOC, paay»XHon obonoyku rnas. bes
NeYyeHnsa YyMCTBEHHAs OTCTaNoOCTb MOXET AOCTUraTb TAXKENON CTEMNEHWN.



dPeHOTUNNYECKuUue
- BRGHRBIIEHNS

# XapaKTEPEH «MBIIINHBIN 3aI1ax ),

. YMCTBEHHas OTCTaI0CThy MUKpOILIE(DaTus,

CBCTJIBIC BOJIOCHI U IJIa3a




J/Imarnocruka

OCYILIECTBIIACTCS QMOXMMUYECKHUMH METOAAMMWE

B Moue DIIBK, B kpoBU — BhICOKOE coneprkaHue (peHMIaIaHnHA.

Bo3mokHa nipeHaranbHas quarHocTrka (AMHHOLIEHTe3 WM XopuoHOuoncus). [IpousBoasr
BBISIBJICHUE TETEPO3UTOTHOTO HOCUTEIBCTBA MATOJIOTMYECKOTO TEHA.

Cmpykmypa 2eva PAH u nokanusayus
00HapyxceHHbIX Mymayuii e zeHe PAH

p.F39del del 875-882nt  R243x
L.48S A132V E256D 1VS10-14c>g R408Q
R261X L348V Y414C
E280K S349P 1421IN
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CymmapHas uHdopmaTuBHOCTH 87,2%

D¢ddexkTuBHBIM MeTOIOM JieucHHs sBisercs auerorepanus (B Teuenue 7-10 ner) mis mpenoTBpanicHUs
HEOOPaTUMBIX MOPAKEHHUIH MO3Taa



[Ipu 3TOM 32007€BaHUU B KOXKE HE 00Opa3yeTcsi MUTMEHT MeJIAHNH.
[lepBUUHBIM OMOXMMHYECKUM JE€(PEKTOM SIBISECTCS HEAOCTATOYHOCTh ()epMEHTAa TUPO3UHA3bI, B PE3YJILTAT!
4yero OJOKUpYETCsl MPEeBpaIleHUE TUPO3UHA B MEJIAHUH.

AJROMHM3M BeTpeuaeTcsl B pasHbIX momyisnusax ¢ yactoTod — ot 1:5000 mo 1:25000. Haubonee
pacrpocTpaHeHHasi ero popma — IIa30K0XKHBIH THPO3WHA30HETATUBHBIN albOUHU3M — HACIICIYETCS I10
ayTocomHO-penieccuBHoMy Tuny. [en OA3, OAR xapruposan 6q13-q15.

DeHunanaHuH TuposauH — MxHMH
ff*Q

HapylweHue npespalleHna BoI3bIBaeT
cnadyle NUrMeHTaum o BONoC U pagyXKu rnas




ANBOMHHU3M HACJIEAYETCS MO ayTOCOMHO=
PELECCUBHOMY THUITY

Aao ]Aa

dp Ol ,0
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PeHOTUNMNYECKHNE NPOoABIIeHUA

OCHOBHBIM KIMHHYCCKHM TMPOSBICHHEM albOMHW3MA B JIOOOM BO3pPACTe SBISIOTCS OTCYTCTBHC
MeJaHMHA B KJIeTKaX Koku (MOJIOYHO=OEsblii €€ IIBET)y OYCHb CBETJIbIE BOJOCHI, CBETIO=CEpasl WM
CBETIIO-TONTyOass pagykHas 000JIOYKa ITa3, KPacHBIN 3padyoK, MOBBIIIEHHAS YyBCTBUTEIBHOCTh K YO-

oOiryueHnto (BBI3BIBACT BOCHAJIMTENBHBIC 3a00JCBaHHS KOXKH)s Y OOJNBHBIX Ha KOXKE OTCYTCTBYIOT
KaKue=Tu00 THUTMEHTHbIE TISiTHA, CHUXEHA OCTPOTa 3pPCHHS.

MHTEIJICKTa, TIIyXOHEMOTAa, MOPOKH PA3BUTH
Juarnoctuka 3a00JeBaHMs HE MPEICTABISIET 3aTPYAHCHU .

HNuorma orMedaeTcs CHUXKEHUE

S e
y

i v/
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2. HapyweHus yIJI€BOJHOIO OOMEHA

I'ag1akrozemMus

3a0ojeBaHNe CBSA3aHO C OTCYTCTBHEM HIIM PE3KHUM CHUKCHHEM
aKTUBHOCTH (pepMeHTa rajaaKTo3o=1=
docharypuaunrpancdepasnl (I'=1-DYT), katanusupyromero
ranakto3o=1=pocdar B rmoko3y (ypuauaaudocdoraaakrosy) u
IPOSIBJISCTCS B BUJEC TSHKEIIOrO IMOPAKCHUS IICUCHH, I71a3 U
HEPBHOW CUCTEMbl.

Knaccuueckas rajgakro3zeMus oOyCIIOBICHA MyTalluei
CTPYKTYPHOI'O T€Hay, I03TOMY M3MeHeHHbIH depMeHT (['AJIT)
JIMIIIEH HOPMAJIbHOW (DYHKI[VHa

["a;makTo3emMus BCTPEUYAECTCS CPEAU HOBOPOXKIAECHHBIX C YaCTOTOM
1:20000, a yacToTa reTepoO3UrOTHOIO HOCUTEIILCTBA COCTABIISACT

1:268



Tvun HacnegoBaHus

Poputenu MM Poputenu otuya

I
Martb “ “ Orey
I

25%

25% 25% .' 25%
“ “ Pe6eHoK “
3popoBbii  Hocutenb GontHok Hocurtenob

0oJibHBIE (aa) 25%



JlakT0o3a — TJ1aBHBINA YIJIEBOJ MOJIOK2=— IIPEACTABISACT COOOM Aucaxapuil, CojaepKaniui
rajakTo3y W IJIOKO3Y. B muiieBapuTmerbEbix MapuIpyTax OHa THAPOJIU3YETCS KUIICYHON
JaKTa3o. B HOpME BCcocaBIIasAcs rajgakrosa B IEYEHU NPEBPALLAECTCS B IIFOKO3Yy. IlepBoii
peakiueld Ha 3TOM MyTH sBIsieTcs pochopuampoBaHre rajakTo3bl ¢ 00pa3oBaHUEM
ranakro3o-1=pocdara mox geiicTBrueM GepMEHTa raJaKTOKHHA3bI, KOIUPYEMOH TEHOM,
pacnonoxeHHbiM Ha 17-ii XpoMocome:

o aldose  wlactokins lgaﬁg%ohs:te we  uridine ldipthosphate — uridineldiphosphate
—_— | . galactose ey glucose
I Gal 1) wridy (UDP-Gal) (UDP-Gl)

galactitol galactose



Ha cnenyromem 3tare raigakro3o=1=hocdar npeppamaercs B roko30=1=hocdar mox
neiicteuem depmerra F'AJIT, reH KOTOPOro pacnoiokeH Ha 9-if xpomocomes
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—
—
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[Tpy HEIOCTATOYHOCTH TAJIAKTOKMHA3bI TajaKTo3a HAKaIUIMBACTCS B KPOBH M TKaHSIXs B

XpyCTaJIMKE IJ1a3a OHA IOJ| JCHCTBHEM allbJI030PEAyKTa3bl MPEBPAMIACTCS B TaJlaKTHTOJN

— caxap, U1 KOTOPOro XPYyCTaJMK HENPOHHIIaeM. B pesyiasrare MNPOUCXOAUT

ype3MepHas THApaTalus, KoTopas Ha (OHE CHIDKCHHS KOJIMYECTBA IJIyTaTHOHA B

XpyCTaIUKE OOYCIIOBIUBACT Pa3BUTHEC KAaTapaKThla

B pesynbrare HepoctarouHoctd (epmenta ([=1-OYT) npoucxomuT HAKOIUICHHE

rajakro3bl U ranakro3o=1-pocdar B KpoBHM M pa3HBIX TKaHAX, KOTOPHIC OKa3bIBAIOT
TOKCHYCCKHUE JICHCTBHEC Ha OpraHU3Ma

JIns rajakTo3eMHM XapakTEpHAa THIOTIMKeMUs (CHUKCHHE caxapa B KpPOBH)y KpOMe
nopaxenusi [[THC, moBbIllIeHHass KOHIICHTPAIIMS TaJlaKTO3bl B CIMHHOMO3TOBOW JKHMJIKOCTH
BBI3BIBACT OTCK MO3Ta, SPUTPOIUTHI OOJLHOTO MOMIOMIAI0T MEHBIIE KUCI0PO/ia, YTO BEJIET
K UX remoiin3y (paspylieHuI0) U pa3BUTHIO aHCMHH.

3a0oyieBaHUE pa3BUBACTCS IIOCJIC POXKJICHUS INPU BCKApMJIMBAHUK PEOCHKA MOJOKOM.
OCHOBHBIMH CHMIITOMAMH 3a00JICBaHUS SBJISIOTCSAE JKEITyXa HOBOPOXKJICHHBIX, PBOTA,
IIOHOC ¢ 00E3BOKMBAHMEM OPTaHHM3Ma, YMCTBEHHOE HEIOPA3BUTHEC, I'€IIaTOCIUICHOMET AU
(yBenuueHre neyeHu U Cele3CHKH) C IUPPO30Ma



Y HOBOPOXAEHHbIX:
XenTtyxa, cyaoporm,

! pBOTA, AMapes,
YMCTBEHHasl OTCTanocThb.

be3 jieyeHus 00JbHBIC IOTU0AIOT,
Y BbI)KUBIIUX —

yMCTBEeHHas OTCTasrioCTb U
KaTapakTta

JlabopaTropHasi IHArHOCTHUKA:
OMOXUMHYECKHE HUCCJACA0BaAHUA



AeHUe royioBHoro
MO3ra

X

nppo3
2YyeHU
[MoBpexaeHue
noyek

AKTO3CMUA



3. HapyweHusa a1umnuaHoro oomeHa

'Bonesup Tes=Caxca

DTO HACJIEACTBEHHOE 3a00JICBaHKE, PA3BUBACTCS B PE3YJIBTATe OTCYTCTBUS aKTUBHOCTH
depmenTa kero30-1=hochar-anpnanaza. OTHOCUTCSA K TPYIIIE JU30COMHBIX OOJIC3HEH
HAKOIIJICHUS. XapaKTePU3YETCs HATMYUEM BAaKyOJIM3UPOBAHHBIX JTUM(OIIUTOB B KPOBH,
Haxomnyienne c)MHTOJIUNUAOB B HEPBHBIX KJIETKAX MPUBOIUT K TSHKEIBIM IMOPAKCHUSIM
HEPBHOU CUCTEMBI.

YacroTra BCTpEeYaeMoCTH
1:250 000

cpeay eBpeeB=alllkeHA3H

1:4 000

CMepTb Hactynaet B 2-4 rona




3aboneBanue BhI3BaHO Mytaruedi B reHe HEXA, koTopeiii komupyer o~CyObEeIUHHITY
(depMeHTa reKco30aMHHMIa3hkl A M HaXOAUTCS Ha JUIMHHOM ILieue Xpomocombl 15.
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Hacnenyercs mo ayrocoOMHO=peneCCMBHOMY THITY C

yacroroiit 1:250000,

a cpeau eBpeeB-amkuHa3zn — 1:3600 HOBOPOKICHHEIX.
HoBopo:xaéHHbBIE ¢ JaHHBIM HACICACTBEHHBIM 3a00JIeBaHHEM B IICPBBIC
MECSIbI JKU3HH Pa3BHBAIOTCS HOPMalbHO. 3a0oiieBaHUE IPOSBISCTCS Ha
IICPBOM TONy JKU3HH, 4alle B Bo3pacTte 4=6 mecsieB B Buae pe3koro
OTCTaBaHHUS IICUXMYECKOTO Pa3BUTHS, CHIDKEHUE 3PEHHUS C MOCICAYIOMICH

CJICNOTON, JCreHepalel WHTEUICKTa 10 UWAUOTHM, CYJOPOXKHBIX
MIPUIIAIKOB, MAPAJTHYEH.



DeHOTUIINYECKUE MPOABJICHUSAS

aTpo(us 3pUTEIbHBIX HEPBOB,
CJICTIOTay CIa00YMHUEC,
Ha FMNa3HOM AHEe CMMMNTOM BHIIHEBOW KOCTOYKM,

3a0ojieBaHHe pa3BMBAETCS MeAJIEHHO:

K koHny 1=ro roga — ciemnora,
MOCTeNneHHAasi 00€3/IBUKEHHOCTby CYIOPOTH
B 24 roxa = cMepTh



JlTabopaTopHaa AnarHocTuKa:

Bbrnoxnmmyeckune peakumm




HaciieficTBeHHass TOMUHAHTHAs OOJIC3Hb COCMHUTEIBHON TKaHW. CHHIPOM KIMHHYECKH
wiaeHTudunposan B. Mapdan B 1886 r.

[TpuuuHo¥ cunapoma MapdaHa SBISIOTCA MyTaluy B TeHe puOpriunHa (JTOKaIu3aIus B
xpomocome 15q21). Yxe BBISBICHO HECKOIBKO THIIOB MyTanui (B OCHOBHOM MHCCEHC), BEIyIIUX
K HapylieHuto cuHTe3a GuodpuuinHa. OOHapyXKeHUE CBSA3M T'eHa (PUOpUIIIIMHA C CUHIPOMOM
Mapdana gaeT BO3MOKHOCTH ITPOBOJUTH MOJICKYIIPHO-TEHETHUSCKYIO JHATHOCTHKYy B TOM UHCIIC
IpeHaTaIbHYIO.

CumnToMatuka cuHapoma MapdaHa MHOTOCUCTEMHAs U pa3HOOOpa3Hasi: OT JIETKUX (PopM,
TPYIAHOOTIUYMMBIX OT HOPMbIy 10 MHBAIHIUZUPYIOMIETO TCUCHH S

Yacrora cunapoma Mapdana B nomyssiuu paBaa 1:10 000- 1:15 000. [TonyisaiuoHHBIX U
ATHUYECKHUX PA3INIMKA B YaCTOTEC W KIMHUYCCKON KapTHUHE OOJIC3HW HE OTMEUCHO.

Cunapom Mapdana - THIIHYHAS ayTOCOMHO=JIOMHHAHTHAsI 00JI€3Hb, XOPOIIO U3yYeHHAs B
KJIMHUKO-TEHETHYCCKOM IIIaHe. KITMHUYEeCKUi MoMMMOp(H3M BBIpAKEH OYCHB SPKOy HO €r0 MPUIHHBI
HESICHBI. Pa3HUIBI B KIIMHUYECKON KapTUHE CITydaeB, YHACIICOBAHHBIX OT OOJBHBIX POIUTEIICH, H
CriopagndecKkux ciiydaeB HeT. C yBenmueHHeM Bo3pacTa otia (ocobeHHo mocie 39 ser)
TIOBBIIIIACTCS BEPOSATHOCTH POXKIACHHS peOeHKa ¢ cuHIpoMoM Mapdana.



Hanbonee cneundunyHsiMu ans cnHgpoma MapdbaHa saBnsaroTCS
HapyLUeHUA cKeneTta, BbIBUX XpyCTasimka, cepae4yHo-cocyancTtble
U3MEHEeHUA, IKTa3usa TBepaou MO3roBou 00ONOYKMN.

1. MbllWwe4yHO-CKerneTHada cuctemMa: apaxHogaktunus (OfnHHbIE, TOHKUE,
«nayybu» nanbubl, BBICOKMWA POCT, ANMMHHbIE KOHEYHOCTU, AedopMmaumd
NO3BOHOYHMKA (CKOMNO3, rpyaHon nopaos, rmnepknudos), aedopmauymd
nepenHen CTEHKN rpyaHOWN KNETKN (BOaBneHHas rpyab, «KypuHaay» rpyab
nnn oba BapnaHTa), HeHopMarnbHasi NIOABMXKXHOCTbL CyCTaBOB
(rMNepnoaBMXHOCTb, BPOXAEHHbIE KOHTPAKTYPbl UNKU 0b0a BapuaHTa),
nfiockasi ctona, BbICOKOE apkoBMaHoe HEBO, Heagopa3BUTUE BEPTITYKHOMU
BNaguHbl, MbllLEYHAsA TMNOTOHMUSL.

2. [Ma3sa: BbIBUX XpycTanuka, MMonusa, OTCroeHne cetyatku, 6onbluas
poroBuua, yarMHEHHAada OCb rnasHoro s1énoka, ynnoweHne porosuLbl.

3. CepaeyHo-cocyaucTasa cuctemMa: aoprarnbHaga peryprutauus,
aHeBpu3Ma BOCXOAsILLEN YaCTU aopThl, pacCrioeHNE aopThl.

4. Hapy>XHble NOKPOBbI: NaxoBble rPbiKKU, aTpodrUvecKkne cTpumn.

5. JleroyHasi cucrtema: CnoHTaHHbIM MHEBMOTOPAKC.

6. HepBHasa cuctema: aktasmsa TBepaon MO3roBor 060no4ku, BKoYas
NOSACHUYHO-KPECTLIOBOE MEHMHIoLUEene, aHoMmanum pa3BuTnst HEPBHOM
CUCTEMBI.

[Mpn cnHgpome MapdraHa poCcToBbIE CKaYkM U 3aKpbITUE 30H pocTa
ckeneta HabntogaTca Ha 2,4 roga paHblLUe Y L My»KCKoro nona v Ha 2,2
roga paHblUe Y NL XXeHCKOro nosa. PocT B3pOCIbIX MY>X4YNH PaBEH B
cpegHeM 191 cm, XXeHLWKH - 175 cm.
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4. HapyweHusa oOMeHa merajioB (Meaun)

[enaTouepebpanbHana auctpodcdpun
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DeHOTUNIMYECKUE NMPOABJIeHUA 00J1e3HH BuiibcoHa=
KonoBaJjioBa
Kapaunomuonarus

IlopakeHue meyeHus
renaTurT, MUPpPoO3

IlopakeHue movek
; - " ,j,n 3

KoJbno
Kaiizepa=

D ﬂeﬁmepa Heuponcuxuyeckue

HApPYIIEHUSA
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KoJblia Kanzepa-dueniiepa

brnoxmmmnyeckme peakumm
- OIIPEJICICHUE YPOBHS
1epyaonia3MuHa (TUIIMYHO

~ CHIDKEHHE MeHee | MKMOJTB/IT)

- OIIpeJIeNIEHNE YPOBHS MEM B
| CBIBOPOTKE KPOBHM (CHIKEHHE

MeHee 9,4 MKMOJIb/JT)

- OIpEJICIICHUE MEJIU B
CYTOYHOM MOY€ (ITOBBIIIICHUE
ooiee 1,6 MxkMoIIs Wi 50 MKT
B CyTKH)
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CroBaphb
T'uneprenopusMm (Ip.~-rped. VIEP — UPE3IMEPHO, THAE —
naneKo, 0pilm — pasueniaTh) — HEHOPMaJIbHOC
(yBenmmuenHoe) paccTosHre MEXIy ABYMS HapHBIMH
opraHamMu. OOBIYHO UMECTCS B BUAY IIA3HOU
THIEPTEIOPU3M, JIJIT KOTOPOTO XapaKTEPHO YBEIMYCHHOC
PACCTOSTHHE MEXKY BHYTPCHHHMU yIJIaMHM IJ1a3 H
3pauyKaMU.




INMUKAHTYC, «MOHTOIBCKAS CKIAJIKa» — 0cobasi CKIagKa y
BHYTPEHHETO yIJla IJ1a3a, B OOJIBIICH WU MEHBIICH CTEIECHU
NPUKPBIBAIOIIAS CHE3HBIA OYyrOpOKa JMHUKAHTYC SIBIISIETCS
IPOJIOJKEHUEM CKJIQJIKM BEPXHETO BEKA.




Muxpounedanaus (0T rped. WKpOG — MaICHBKUN U KEQUAN —
r0JIOBa) — 3HAYUTCIILHOE YMEHBIIICHUE Pa3MEpOB Ueperia H,
COOTBETCTBEHHO, I'OJIOBHOI'O MO3ra IPU HOPMAJILHBIX pasMepax
IPYTUX YacTeu Tesla. Mukponedanus COnpoBOKIACTCS YMCTBEHHON
HEJIOCTATOYHOCTBIO — OT HEPE3KO BBIPAKECHHON MMOECHUIBHOCTH 10
UJINOTU .

MUKPOLLEDANIUA roN0BA

=== . HOPMAJIbHOTO PA3MEPA

> PEBEHOH C
D\ MHKPOLIE®AJTHER




CrieHOMeraJjimsi = yBeJIMUCHUE Pa3MEPOB CEIIC3CHKH
I'emaToMeraJ/insi = yBeJIMUCHUE Pa3MEpPOB IICUCHU
I'enarocrieHoMeraJjiusi = yBeJIMUCHHE pa3MepOB MEUEHU U CEJIC3CHKHU
[Tpu 3HAYNTEITHFHOM YBEIIMUCHHH IApSHXUMATO3HBIX OpraHoB (IeucHu
U CCJIIC3CHKH ) MOXKET YBEIHMYHTCSA O00bEM JKHMBOTA.

Enlarged spleen and liver
(hepatosplenomegaly)




MpIiedHasi TUNOTOHUSA (MBIIIEYHBI THIIOTOHYC) —
COCTOSTHHE TIOHM)KCHHOTO MBIIIEYHOTO TOHYyca (CTerneHn
HAMPSOKEHUS MBITIITBI WU €€ CONMPOTHUBIICHUS JIBFIKCHHUIO),
4aCTO B COYETAHUU CO CHUKEHHEM MBIIICYHOW CHJIBI

(napesom).

Hypotonia
(decreased
muscle tone)

UL R




XAPAKTEPUCTHUKA U KJIACCUDPUKALIUSL XPOMOCOMHBIX
BOJIE3HEMN.

XpoMOCOMHBIC 00JI€3HH = 3TO OoJybIIas TPyIIa HACICACTBCHHBIX OO0je3HeH, KIMHUYCCKU
XapaKTEepU3YIOLIUXCS MHOXECTBEHHbBIMHA [TOPOKAMH PA3BUTVA, KOTOPBIE
OOyCJIOBJICHBI HAPYIICHUSAMH 4YHCJIA WX CTPYKTYPBl XPOMOCOM.

BOJNBIIMHCTBO ~ XPOMOCOMHBIX ~ OOJIC3HEH  SBISAIOTCS — CIIOPAJINYCCKUMH,  BO3HHUKAIOIIUMU
BCJICJICTBUE XPOMOCOMHOM WJIM '€HOMHOM MyTalliki B TaMeTe 3J0POBOIO  POIUTENS WIA Ha
paHHHMX JTamax JpoOJICHHWS 3WroThla B CBSI3W C  BBICOKOU CMEPTHOCTBIO  OOJIBHBIX B
JTOPETIPOIYKTUBHOM TIEPUOJC XPOMOCOMHBIC OOJIC3HM HE HACIICIYOTCS .

XpoMOCOMHBIC OOJIE3HH WM CHHAPOMBI BCTpedaroTcss ¢ dacrtorod 41 cnydaii wa 120
HOBOPOXKJICHHBIXa B cTpykType oOmed cMepTHOocTH Jjered g0 B Jjer Ha wuX 100
npuxonautrcss  3-4% nereii. Ilnox ¢ XpoMoCOMHBIMH 00JIe3HAMH THOHET BHYTpuUyTpoOHO B 60%
ciiydaeB. B Hacrosiimee Bpems HacuuthiBaeTcs Oosiee 100 xpoMoCOMHBIX 0o0Je3HEH.

@DCHOTUNMYECKYI0O  OCHOBY  XPOMOCOMHBIX  OOJIC3HEH  COCTaBJISIOT — IMATOJOTHYCCKHUEC
HapyIICHUs  pPaHHET0 SMOPHOHAIBHOTO Pa3BUTHS OpraHW3Ma, 4YTO OOYCJIOBJIMBACT JHOO
ru0eib SMOpHOHA WM III0Ja, JUOO CO371aeT OCHOBHYIO KJIMHHYECKYIO KapTHHY 3a00JieBaHUs
y)K€ Y HOBOPOKICHHOTO.

XpoMOCOMHBIC OOJIC3HH II0 CPaBHCHHIO C TCHHBIMH ()EHOTHUIIMYCCKH MEHEe pPa3HOOOpa3HEI
U XapaKTEPHU3YIOTCA TSKCIBIMM HApPYIICHUSMH TICHXUKH B COYCTAaHHH C PAJIOM  JICPEKTOB
COMaTHYECKOTO pPa3BUTHS.



B ocHOBYy kjaccu@uKaiMmy XpPOMOCOMHBIX OOJIE3HEM

MOJIOKEHBI THUI __XPOMOCOMHOM WJIM TI'€HOMHOM MyTallii WM HHIWBUIAYAJIBHOCTD

BOBJICKAEMOW B U3MEHEHHS XpPOMOCOMEBI. [lo 3ToMy mipuHIIMY BCE XPOMOCOMHBIE
OOJIE3HU MOXXHO Pa3leIUTh Ha JBE TPYIbla BBI3BAHHBIE HW3MEHEHUEM  CTPYKTYPBI
XpoMocoM _ (XpoMocoMHBIC —a0eppalviK) ¥  HW3MCHCHHUEM yyclia  XpOMOCOM  IIpH
HEU3MEHHOH CTpyKType (reHOMHBIC MYyTaIlHH).

XpOMOCOMHBIM AucOalaHC BHE 3aBUCUMOCTH OT THIIA  €ro IMEepPEeCTPOMKHU
MPUBOAUT K HAPYUICHHUSIM pa3BUTUA OpraHu3mMa. CTeneHb BBIPAXKECHHOCTH HAPYIICHUS
Pa3BUTHS 3aBUCUT OT BEJIUYMHBI XPOMOCOMHOrO jaucOaiaHcas

[l nonmvie mpucomuu U  MOHOCOMUU  CKA3LIBAIOMCS  HA  pPA36UMUU bonee
BbIPAIICEHOy UeM YACMUYHbLE]

[l nedocmamox  XpoMOCOMHO20 Mamepuana NPOSAGISIEemMCs msdiceieey uem e2o
U30bIMOK}

[l oucbananc no KpynHoiM Xpomocomam oOyclasiusaem pazeumue 0ojiee MANCENbIX
HAPYULEeH UL »

Bce xpomocomHbIe OO0JI€3HH JUArHOCTUPYIOTCS C TMOMOIIBIO IIUTONEHETUYECKOTO METO/1a,

AKCIIPECC METOJIOB M Ha OCHOBAaHMHM KIMHHYECKOM KapTHHBIa



CUHOPOM «KOLUIAYLEIO KPUKA»
(-9p-) (46, 5p15)

OOyCJIOBJICH YaCTUYHOM MOHOCOMHEH KOPOTKOIO INIeYa D=
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Yactora BcTpeyaemoctu — 12 45000. 3a passutue CcHHIpPOMa OTBETCTBCHCH
HEOOJBIION  yY4acTOK B KOPOTKOM Iuiede D=ii xpomocomsl (Sp — 15), T.c.

IPOMCXOIUT ACNEIus C yTparoii or '3 go V2 IHMHBI KOPOTKOro Iuicua 9=
1 XPOMOCOMBI.
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J[1d [aHHOTO CHHApPOMA XapakTepeH cHeuuduYecKuil I11ad, HallOMHHAIOIINH
KOIlaube MSIyKaHbEy 3@ YTO TaK M Ha3Balld dTY I1aTOJIOTHIO.

«Kowauuii Kpuk» = 00ycnoeien uszmenenuem ecopmanu (cysxcenue Xxpsujetl,
VMEHbUleHUe  HAO20PMAHHUKAy  HeOOblYHAas  CKAA0uamocmov  CAUIUCMOU
000/104KU ) Bovisisnsiemes  epyboe  uzuueckoe U UHMENIEKMYAIbHOE
Heoopa3zsumues lIpakmuyecku 6ce OOJbHble UMEIM  UBMEHEHUS MO3208020
yepena U Jquuai JIYHOOOpA3HOe YOy MUKpoyeanuro, unepmenopusm,
yMcmeeHnHoe u  husuueckoe Heoopazsumuey AHMUMOH2OIOUOHBII pa3pe3 2ld3y
Kocoznaszuey,  ONUKAHMy  HU3KO PACNONIONCEHHble O0eopMUuposaHHvle YulHble
paKosuHvls 3YObl HENPABUNILHO PACHONONCEHbly NEPeOHUe pe3ybl BblCMYNAION
eneped. Kpome moco, 6cmpeuaromcsa — 8podicOeHHble NOpoKU  cepoud U
HEKOMOPbIX OpYy2UX GHYMPEHHUX OpPSAHOB8y MbIULEYHAST 2UNOMOHUSly U3MEHEHUS

KOCMHO=MBbIUEYHOU CUCEMbla






[IpOomOIKUTENBHOCTh KU3HA 3HAUUTEIIbHO CHUKCHA,
OOJIBIIMHCTBO OOJILHBIX ITIOTHMOAIOT B IEPBBIC TOJbl,
okojio 10% noxusaior 1o 10-1erHero Bo3pacra.

B 1mocTHaralibHOM IIEPUOJIE TAKXKE MOTYT
BO3HUKATh XPOMOCOMHBIE aHOMAaJHWH, KOTOPBIE
IIPUBOAAT K PA3JIAYHBIM IOCJICACTBUAMa. 1aK,
XPOMOCOMHBIEC a0eppalii B COMATHYECKHX KIIETKaX
BcTpeuaroTcss ¢ dactoroii 2%. B HopMe Takue
KJICTKA OSJIMMUHHUPYIOTCS, OQHAKO HHOIJIA MOTYT OBITh
IMPUYUHON 3JI0OKAYECTBEHHOIO POCTA.



XPOHUYECKHH MUEJIQJIEUKO3 006ycioBIeH
TpaHCIOKamuen mexnay 9-ii m 21-22-if xpoMocoMaMmu
BBI3BIBAIOT  (OMyXOJIGBUJHOE pa3pacTaHue OEJIoro pocTka
KpoBH). Takuwe MMalMEeHTHI HMCIOT B IEPEPOKICHHBIX KJICTKaX
KOCTHOIO MoO3ra jaeineTupoBaHHyro 22¢ uiu 21q
(bunanensduiickas Ph=- xpomocomMa) u TpaHcIOLHpOBaHHYIO 9-10
(t9/21) xpomocombl. Y 3TUX OONBHBIX aOeppaHTHEIC
XpOMOCOMBI OOHApPY>KHMBAIOTCS TOJIBKO B CHCTEME I'€MOII0d33a, B
OCTaJbHBIX TKaHSAX OpPraHHW3Ma XpPOMOCOMBI HOpPMallbHbl. B 3urore
3TOM XPOMOCOMHOW aHOMAaJIMU HE CYIIECTBYEeT. K mpumepy,
I'CHOTHII >KCHIIUHBI, OOJIbHOH MHEII0IeHKo30M, Oyner: 46, XX
(22qg-; t9/22). JInarnoctrka — IIUTOINCHETHYECCKUN METO.
MCCIICOBAaHMS




XpOHUYECKNN
MU EJ10J1eMILOB ponocona s

Otnenexue
HopmanbHas yuacTKa WN3meHeHHan
Xpomocoma 9 XPOMOCOMbI XpoOMocoma 22
(Ounapens-
HopmanbHas duitckan
Xpomocoma 22 g XPOMOCOMa)
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3. bOJIE3HU, OBYCJIOBJIEHHBIE U3MEHEHUEM YUCJIA
XPOMOCOM.

B ocHOBe 3TOHM KaTeropuu XpOMOCOMHBIX OOJIE3HEH JieKaT
MYyTalliW, CBSI3aHHBIE C HAPYUICHUEM IUIOWAHOCTH XPOMOCOMHOTIO
Habopa (3n), wim uywKciIa XPOMOCOM KaKOW=THOO IMaphbl
(ameynmonaun) — MOHOCOMUS HWIIH TPHCOMHUS.

[TOJIMTUIONIWU (3n u 4n) y demoBeKa BCTPEUAOTCS
pEIKO, B OCHOBHOM OHH OOHApy’>KMBAIOTCA CPEIU CIIOHTAaHHBIX
a00THPOBAHHBIX SMOPHOHOB WIM IUIOJOB H Y
MEPTBOPOXKICHHBIXa Y 4enoBeka ommcan CHMMH/IPOM
TPUIIJVIOWU M. 210 neranmpHass MyTamus = I€TH YMHPAKOT 0
POXKIECHUS WIW B MEPBBIE Yachl IOCIE POXKIACHUsI. KpaillHE peako
POXIAIOTCA TETPAIUIOWIHBIE OPTaHW3Mbly KOTOPBHIE YMHUPAKOT B
IIEPBBIE YaChl IIOCJIE POXKICHUA.



CMHOPOM TPUMITIONOUNN

DOTO JI€TalbHAs MyTalmus = JICTH YMHUPAKOT N0 POXKICHUA WM B
IIEPBBIE YaChl IIOCJIE POXKJIACHUA. KpallHE pEOKO POXIAIOTCS
TETPAIJIOUHBIE OPTaHWU3Mbly, KOTOPHIE YMHMPAIOT B IIEPBBIC
4acel IOCJIE POXKICHHUS




AHEYIUJION I

COCTaBJIAIOT OCHOBHYIO MacCy XPOMOCOMHBIX OOJIe3HEH COCTaBJISIOT
BOJBIIMHCTBO  XPOMOCOMHBIX aHOMAJIMH IO KPYIHBIM XPOMOCOMaM HE COBMECTHMBI C
’KM3HBIO = SMOPHMOHBI M IUIOABI  JIMMHUHUPYIOTCS M3 OpraHM3Ma Marepyd B OCHOBHOM
HA paHHUX CpOKax OEpeMEHHOCTH. Tak, mpucomuu  no aymocomam 1, 8, 6, 11,
19 BcrpeuaroTcss  KpallHE  peaKo JaXe y  AJIMMHHHPOBAHHBIX ~ AMOpPHOHOBy  YTO
CBHJICTCILCTBYET O  OONbIIOW  MOpP(OrEHETHUYECKOH  3HAYUMOCTH  OTHX  ayTOCOMa
Tpucomuu no 2 u 3 XpoMOCOME HECOBMECTHMMBI ¢ (OpPMHpPOBaHHEM SMOpHOHA WU
OPUBOAAT K OOpa3OBaHHMIO IIYCTOTO  3apOABIIICBOrO  MellKa. Ipucomus no 9
XpOMOCOME ONPEACIICT  HpeKpaujeHue uiu UCKaxcenue SMOPHOHAIBHOTO Pa3BHTHS
OCHOBHOH nmpuyunoui  euberu  IIOAA  NpU  MPUCOMUU  SBISCTCS AHOMATIbHOE
popmuposanue niayenmol.

[Tomasie AYTOCOMHBIE MOHOCOMMU wu3=3a panHero jetajibHOro sddekra
TaK)Ke KpalHe peako OOHApy)KMBAIOTCS B MarepHalie CIIOHTaHHBIX a0OpTOB, a Cpeau
’KMBOPOXKJICHHBIX HE BCTPEYAIOTCS BOOOIIIC.



Yo/ Gemarld [ fmandbiaee  4acToO BCTPEYArOTCS
tpucomnn mo 13, 18 u 21 mape ayrtocom.
B cBsf3u ¢ TeM, UYTO XPOMOCOMHBIE MYTaIlUU
HOCIAT  CJIY4YaWHBIM  XapaKTep, OHU B
OOJILIIMHCTBE CBOEM IIPUBOAAT K JI€TaJbHBIM
oIt 3MOpHMOHA  TIOCJEACTBUSIM. [ToaTOomy
yacmoma XPOMOCOMHBLX AHOMAJIU
HaOJIIOJaeMasi ) JICUBOPOINCOCHHBIX  Oemelly
3HAUUTEIBHO HUJCe OeucmeumenbHol YacTOThI
3TUX TMOPAKEHUNU TECHOMA.



cunopom _mpuconuu — 13 (47,13* u 46,13/13) B&crpeuaercs ¢

yactoroii 1:6000.

MeroTcs JBa IMTOI€HETHYCCKUX BapvaHTa cuHapoma Ilaray &
npocmasi mpucomust (47,13+)
pobepmconosckas mpancioxkayus (46,13/13).
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Hemu ¢ cunopomom Ilamay poowcoaiomess ¢ maccou mena nudice Hopmol (2500:).
Coomnowenue nonoe oauszko 1:1.

Denomun exauaem, npedcoe ececoy TPHAJIY IIPU3HAKOB:

Mukpoueganus

Pacwenuna 2yovt u neoba

Honuoakmunusn

Hns cubaapoma Ilatay Takske XapakTepHbl MHOKECTBEHHBIC BPOXKICHHBIC ITOPOKH Pa3BHTHS
rOJIOBHOTO MO3ra M JMIa. HapyimieHue ¢GopMUpoOBaHUs TOJIOBHOIO MO3ra BO3HHMKAaeT Ha
pPaHHMX JTalaxXy [MO3TOMY IPHBOAMT K TSKEIbIM H3MEHEHHSAM. OKPYKHOCTh dYeperna OOBIYHO
yYMEHBIIICHa, JI00 HU3KUH, CKOIICHHBIA , IJA3HBIC INCIH Y3KHE, IIEPEHOCHE 3allaBIlEe, VIIHBIC
PaKOBHMHBI HHU3KO PAcMoONOKEHb M JAe(hOPMHUPOBaHbla THIMYHBIM IpPH3HAKOM cHHApoMma I[laray
— 3TO ABYCTOPOHHHE pacCIIeIuHbl BepxHed TyOnl u HeOa ( Bomubs macth)s Y 80%
HOBOPOXKJICHHBIX BCTPEYAIOTCS TMOPOKH pa3BUTHS cepana (1eeKkThl Meperopopok), modex
(moBbIIIIEHHAS. OJBYATOCTh U KHCTBI B KOPKOBOM CJIO€)y KHIIEYHHKAy, BHYTPEHHHMX IOJOBBIX
opranoB. Kak mnpaBuio, HaOmomaercs MHOAMAAKTHINS (IICCTHUIAIOCT, CO CTOPOHBI MH3HHIICB
KACTEH H CTOI).

B cBs3u C BpOXICHHBIMU TOPOKAaMHM pa3BUTHSL OOJIBIIMHCTBO JeTe ¢ cuHapoMoMm Ilaray
ymupailoT B niepBble Hemenun win Mecsipl (98%), ocraBmimecs B JKUBBIX CTPAfalOT INTyOOKHM
HUIHOTH3MOM.

TOYHBIM OWMArHO3 CTAaBAT HA OCHOBAHWM IUTOTCHETUYECKUX HCCICIOBAHNM
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Pacwenuna 2yovt u neoa




Honuoaxkmuius




Mukpoueganus

Yepen HOpPManbHOro pasmepa Mukpouedanua




Tpucomusa - 13 (cunp,pom I'laTay)

-AHOMaNnA Obina onucaxa K.MNaray 8 -
1960 .

-Kapuotun 47 (13+)

-Yacrtota poxgennsa 1:1450
-XapakrepHble NPU3Haku:
*PacwenneHne MArkoro U Teepgoro
HEeba,

*HesapalleHue ryosl,

*HegopasBuTHe WNKM OTCYTCTBHE rnas;
*HenpaBuNbHO CHOPMHUPOBAHHbBIE YL,
«[lechopmaums KUCTEH 1 cTon;
*BCcTpeyarotca NoNUAaKTUAKA U

CHHAAKTHANS, \.
*MHOro4MCNEeHHbIe HapyLWeHns co
CTOPOHBI BHYTPEHHHX OPraHoB — cepaua,
NOYEK, NHLWEeBapUTEeNbHON CHCTEMDI;
*[1pOAONKHTENBHOCTb XHU3HN MEHbLUE
roga




cunopom _mpuconuu — 18 (47,18+). Xapaxmepnvie uepmoi cunopoma Ddeapdca ces3amnbl ¢ _mpucomuel
ceauenma_xpomocomst 18q 11 Bcrpevacres ¢ yacroroi 127000. Jletn ¢ Tpucomueii 18 game poxmarorcs y
HOKMJIBIX Marepedl. IlouTH BO BCEX Clydasx CHHIAPOM OJjBapiaca OOyCIOBJIE€H IPOCTOM TPHUCOMHUEH
(nepacxoxaearnem 18 xpomocombl BO Bpemsi oBorenesa)s MHorma BCTpedaroTcss Mo3awuHble (HOPMBI
(HepacxokeHHEe Ha paHHHUX CTAAMSIX JIPOOTCHHS).

CooTHollleHHE MaJdbuuKoB 1 AeBoueKk paBHO A23. [Ipuuunbl npeobiamanus OOMBHBIX JICBOYEK ITOKA HE
BBIICHEHBI; XOTS OTO MOXKET OBITH CBSI3aHO C OOJBIICH KU3HECTOMKOCTBHIO JKCHCKOTO OpPraHM3Maa

Hemu ¢ mpucomuer 18 pooicoaromes ¢ nuskum eecom (6 cpeonem 2100), npuuem xapaxmepmvi pesroe
npenamanvroe (sHympuympobonoe ) nedopazeumue u MHOMCECMEeHHble 8podcOeHnble nopoku pazeumusi 1)uyesoit
yacmu uepenay 2)xocmuoit cucmemnoly 3)nonosvix opzanos. Moszco6ou uepen Jdonuxoyepanrureckoi Gopmol ¢
BLICIMYNAIOWUM  3aMbLIKOMs HUJICHAS uemocmb u pomosoe omeepcmue MaieHbKue, Hoc 630epHym (nmuuui
npoune nuua). [nasuvle wenu ysKue u KOpOMKUCs Yuinvie pAKOSUHLL 0ephopMupo8anvl U HU3KO
pacnonodcenvls Hapyscnvlii  ciyxo6oti npoxoo cysicery urno20a omcymcemeyems B 80% ciyuaes mnabnooaemcs
AHOMANIbHOE CMpoeHue CMONblL & NAMKA Pe3Ko eblcmyndenty c800 uposucaem (cmona kauanxa). U3 Oeghexmos
BHYMPEHHUX OpP2aH08 Hauboiee YaAcmo OmMedyaiom HOPOKU PA3BUMUS CEPOCUHO=COCYOUCMOU cucmembls Y 6cex
oemeil HAOMOOAeMCs 2UNONAA3US MO3NCEUKA U MO30IUCMO20 Mmends Buiasnsemcs uz0bimounas Koxcd Ha
3aMbliKes

TTpoOIDKUTENBHOCTS KHM3HA JeTell ¢ cuHApoMoM DiBapiaca HeBenuka: 60% nmereit ymmparor B BO3pacTe
10 3 mecsieBy, g0 roma aokuBaet 1 pebenok w3 1035 ocraBiivecs B JKUBBIX — IIYOOKHE OJUTO(PPEHbI

JInst yCTaHOBJIEHHSI TOYHOTO JIMArHo3a II0Ka3aHO I[MTOTCHETHYECKOE HCCIIE0OBAHKE.




Edwards syndrome karyotype

X1X XX XX XX XX

2 3
XX XX XX XX XX XX XX
6 7 8 9 10

XX XX XX XX XX XXX

13 14 15 16 18
X X X X X X X X XX X X
19 20 21 22 XY XX

boy girl
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Camas uwactas Qopma XpoMogam 1gkm™ 1a;omn¢ rull 4y aenoseka — 12 $50-650. Yacrora
pOKJIeHUsT OOJNIBHBIX JeTel 3aBUCMT OT BO3pacTa MarepH, KoTopas mocie 39 er
CYIIIECTBEHHO Bo3pactacT, a B 45 mer cocrasmsser 1:12.

[{utorenernueckne BapuaHThl cuHApoma Jlayna (CJI) pasmooOpasusl = ITIOJIHAS
TPUCOMUSA (94% caydaeB) B pe3yabTare HEPACXOXKICHHS XPOMOCOM B Melo03e,
npuyeM y oxeHmuH —80%, a y myxkunn — 20%j; TPAHCJIIOKALIMOHHAS ®OPMA
(4% Oonmpubix CJI mMeroT poOEpTCOHOBCKYIO TpaHciokaruioo mexay 21/21 );
JlokazaHo, uro mnpu oBoreHe3e 21 xpomocoma damie Ttpanciaonupyercs Ha 13 (21/13),
a mpu cnepmarorcaese- 241/22.

Mo3zanunass ¢opma CJ| BcTpeuaercs B mnpenenax 2% cirydyacs.

3a BO3HUKHOBeHHE (heHOTUNHUEeCKUX mposiieHnit CI[ oTBewaer aUIIL HEOOJBIION
ydacTok jiauHHoro rmieda 21-i xpomocombl (21922), u HE3aBUCMMO OT MEXaHHM3Ma
YABOCHHUS Pa3BUBACTCS KIMHUYCCKAsS KapTHHAa




Macca noBopokaenusix ¢ CI B cpenew 371000 Cobrebiyiue mnoao Omuzko 1:4. /[

OOJILHBIX _XAPAKMEPHbL HUSKUL POCHy [JOK] yelas | ¢ pmfL (Dnfad ¢ YNIOWEHHbIM 3AMbLIKOMy V3KULL
7100y WUPOKOE NI0CKOe MuYyo. Tunuuilsbl ZMUKaHmMy, KOCOU paspes 21a3y KOPOMKUU ¢ NAOCKOU

neperocuyel HoCy MdajlleHbKue 0epopMUposanHvie HUSKOPACNONONCEHHbIE YUllly MOoJicmble 2)0bl,
OONLUWOU  YNIIOWEHHBI A3bIK € 2NYOOKUMU O0pO30aMUy  BLICHYNAIOWUL U30 DPMdy HeO0pa38UMAsl
BEPXHSS UeNOCHby BbICOKOE HEeO0y, KAPUO3HbIE HeNnpasuibHO pacmywue 3)0bly KOPOMKASL ULESs
Ilanbyvt Ha pykax HO2AX YKOPOUEHbly UCKPUBTIEHHBIN U YKOPOUEHHbIN MU3UHEYy CAHOA1e6UOHbLIL
npomedcymok Ha noeax (bonvwoe paccmosuue mexncoy I u M nanvyamu), na nadonu nonepeunas
CKNaOKas M3 nopoko8 6HYmMpeHHUX OpeaHo8 Haubolee MUNUYHBL OeheKmbl CepOeyHO=COCYOUCOTU
cucmemvl U OpPeaHO8 NUUWEBAPEHUSs Y MAleHbKUX oemell pe3Ko BblpadCeHad 2UNOMOHUSs
XapaxmepHa YMCMBEHHAS OMCMALOCHby Hpeumyujecmeenno umobeyunvrocms (65-90%);
0eOUNbHOCMb U UOUOMUSL OUACHOCMUPYIOMCS NPUMEPHO 8 PABHOM COOMHOULEHUUs

Cpeonsis npoooIICUMENbHOCIb  JICU3HU Npu  cunHopome Jayna suauumenvno nudice (36 nem),
yem 8 nonynsayuu. BpooicOenHvle NOPOKU GHYMPEHHUX OpP2aAHO8 CAAObLL KIEeMOUYHblU U 2YMOPANbHbIU
UMMYHUMeEM,y CHUJCEHHAs NpUuoosawas K pazeumuto Jjetiko3os penapayus /[HK, uacmo npusodsm
JIEMATbHOMY UCXOOY 6 nepsvie & Jiem.

Cnedyem ommemumv, umo OONbHble CUHOpOMOM JlayHa Kadcymcs 20pa3oo 0Ooabuie NOXOHCUMU
opye Ha Opyza, uyeMm pOOHble Opamvs U CeCmpbls
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CUHLOPOM

[Tonepe4vHas bopo3aa,
Yron ATD >100

SOnNuKaH
T

YNITOLWEHHbIN A3bIK

caHganeBuaHbIN
A A rnybokMmm

MPOMEXYTOK Ha Horax
(bonblLOe paccTosiHue
mexay | v 1l nansuamm)



CUHOPOM
T AVH Ao e

CKOWEeHHbIe rnasa.

OpunHoYHas cknaaka Ha naponu ("obesbaHba”)
YKOPOUEHHbIW NATbIM naneu,

NOBEPHYTbIN BHYTPb.

Janeko oTcTaBNeHHbI BoNbWON naney,

U pasBuTblie KOXHbl€ CKNaaKu Ha CTynHe.




CUHJIPOM TPHCOMHHU (9p)-

CHHIpPOM TPUCOMHH IO KOPOTKOMY IuIedy XpomMocoMmbl 9 (cmHmpom
Petope) — yacTo BcTpedaromiasics (opmMa YacTHYHBIX TPHCOMHM. OTO BTOpas IO
yacToTe mocie cuHiapoma JlayHa d¢opma cpenu nereil = OIUroppeHOB.
bonblias 4acTh CiIydyaeB CBsi3aHa C TPAHCIOKALMSMH Y POJUTEIICH, B KOTOPYIO
BOBJICKarOTCSI xpoMocombl 15 n 22.

Denomun XxXapakxmepuszyemcs MHOHNCECMBOM BbIPANCEHHBIX NPUZHAKOG I
MuKpoyeganusiy MuKpoghmaivmy CMeUjeHUe 3PAYKay SUNEPMelopuMy INUKAHN,
WUPOKULL KOHYUK HOCAy BEPXHASL 2y0a OYeHb KOPOMKASly OOHAMNCEHbl KJIbIKU,
«KOHCKUE 3Y0b1»y 0edOpMUPOBAHHBIE YVUily O0ehOPMUPOBAHHbIE CMYNHU HO2y
namonocusi CcepoOeyHO=COCYOUCHOU CUCEMbly OMCYMCMBUE B0NIOCy 3A0EPHCKA
YMCMBEHHO20 PA36UMUSLs

[Ipu OTCYTCTBUM TpPYOBIX ITIOPOKOB MPOJAOJDKHUTEIBHOCTh JKHU3HU HE
HM3MEHCHA.




MoOHOCOMHH TI0 KaKOM=IH00 ayTOCOME C KH3HBIO
HE COBMECTHMbla COBMECTHUMBIMH C KH3HBIO
SBJISIOTCS. HM3MEHEHHUSI KOJMYECTBA IIOJOBBIX
XpOMOCOM, TaKH€ HapUMEPy KAK MOHOCOMHUS U
TpucoMHUsla. OHHM COBMECTUMBI C JKH3HBIO IIOTOMY,
4YTO B IIOJIOBBIX XpPOMOCOMAaxX aKTMBHOCTh I'€HOB B
OCHOBHOM MPOSIBJISIETCS TOJBKO B IMPOLIECCE
AMOPHOTCHE3a, 3aT€M OHA CHHKACTCSa



CUHOPOM LUEPLIEBCKOIO-TEPHEPA 45 X0) er Al o7 3¢ 44as ddrn'a MOHOCOMUU Y XKMBOPOXAEHHbIX,
ogHako 90% rMOHYT BHYTPUYTPOOHO, a M3 pCagmeliHbDL, Torsie L% LbhxuBaeT. B abopTax - npuMepHO Kaxabin
13-1 BblKMObIW Bbl3BaH MOHOCOMMEN MO X-XPOMOCOME.

UactoTta cumHgpoma LT cpean HOBOPOXAOEHHbLIX AeBOYeK paBHa 1:1400-1:5000.

LinToreHeTnka pasHoobpasHa, Hapsdy C TUNUYHOM MOHOcomMen (45, X0) BCTpevaroTca pasfimyHble
BapuaHTbl Mo3an3ama (30-40%) , a TakkKe BapuaHTbl Aeneunn, KonbLEeBbIX XPOMOCOM, U30XPOMOCOM.

KnuHunyeckn cuHapom LUT xapakTtepusyeTcsa TpemMsa OCHOBHbIMU Hauboree 4YacTo BCTpeYarowmMuUcs
cCUMNTOMaMM:

XapakmepHbIlU rpusHak - Kopomkasi wesi ¢ HU3KOU JIUHUeU pocma 80/10C Ha 3amblfike U Kpbl108UOHbLIMU
cknadkamu KoxXu Ha wee. Huskul pocm, ripusHak xapakmepHbil rnodmu Onsi ecex 60rbHbIX (8 803pacme
rnocne 16 nem— 130-140 cm).

lMonoeol uHghaHmunuim, ocobeHHO YemkKo rposensarwulcs 8 nybepmaHcKom eo3pacme. Y Hux
aHomarsibHble 07108ble Op2aHbl, Hedopa3sumbel Mamka U SUuYHUKU. MecsiyHbIx He bbieaem , uniu OHU
OOHOKpamHbl. Bmopu4Hbie rnonoesie rpusHaku pa3sumsi criabo. [pyOHble xernedbl omcymcemeyom. Pe3ko
CHUXEHO 8blderieHUe acmpo2eHoe8, u3bbimok aurnoghul3apHbiX 20Ha00MPOIUHOS.

Bpox0deHHble nopoKu cepdua U MOoYex.

Y HO80pOXOeHHbIX unu demel 2pyOHO20 803pacma OmmMedaromces xapakmepHble CUMIMMOMbI : KOpomkasi
wesi ¢ U3bbImKOM KOXU U KpbIITOBUOHLIMU CKiadKamu, slumMgbamuyeckuti omek c¢mori, 2oreHel, Kucmeu pykK
u npednnequd. B nodpocmkoeomMm go3pacme - omcmasaHue 8 pocme U pa3sumuu 8mOpUYHbIX M0J108bIX
npusHakos. [nsi 83pocCsibix HapyweHuUsi cKeriema, 4eperHo-riuyesblie Ou3omMopghuu, HU3KUU pocm 80s10C
Ha wee, aHMUMOH20/I0UOHbIU pa3pe3 an1as, Mmo3s, 3ruKaHm, HU3KO pPacriofioXXeHHbIe YWHbIe PakO8UHHI.
WHmennekm HapyweH marsno unu eoobwe He cmpadaem.

[lvarHocTuka npoBoauTCA MpW UccregoBaHUKM MOMOBOro XxpomMmatuHa (tenbue bappa) nnm
KapnoTunmpoBaHun (4awe B nepuoq rnofnoBOro co3peBaHusl).

BospacTt pooutenen npun poxgeHun geteu ¢ cuHgpomom LUT ponu He wurpaet. Takme OeTU poXxOaroTcsA
yawle y pogutenen HU3KOro pocta fnpu HopmaribHOM KapuoTune.
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47, XXX

Cpeau HOBOpOXKIEHHBIX AeBouek uacrtora cunapoma 1:1770-1000.
JKenmabl ¢ KapuotunoM XXX B HOJAHOM WIA MO3AUYHOM  BApUAHTE UMEIOMm
8 OCHOBHOM HOPMANbHOE (QU3UYecKoe pa3sumuey, OOHAKO ) HUX MOXMCem
HabOnoaemcs: YMCMBEHHAsT Omcmanocmvs Kax npasunoy y JHCEHUWUH C
kapuomunom XXX umeromcss 2 menvya bappa u omxionmenuii 6 noio8oM
pazsumuu Hemy maKkue UHOUBUOLL UMEOM HOPMAIbHYI NI0008UMOCHby XOMS
PUCK XPOMOCOMHbBIX HAPYWEHUU ) NOMOMCMBA U CHOHMAHHBLIX abopmoes
nosviuiens Bapuanmor cunopoma X=nonucomuu ¢ yuciom OOIbUWUMy YeM 3y
scmpevaromcsi pedkos. C yeenuuenuem 4Yucia OONOIHUMENbHBIX X — XPOMOCOM
Oonee evipadicen 0ehexm YMCMBEHHO20 PA36UMUS U UBMEHEHUs. (QeHOMUNds



