JIEKLUUA 2

rPy3 HACJIECTBEHHbIX
BOJIE3HEU B ronynsaynsx
YEJIOBEKA




Peaucmp epoxdeHHoOU

rnamoJioeuu
» yacmoma aymoCOMHO-00MUHAHMHbIX

3ab0/1eBaHMM COCTaBASET 1395, 4 Ha 1 MJIH.
HOBOPOXAEHHbIX U COCTAaBAAET 0,14%;
aymoCOMHO-peyeccusHbix —1655,3 —
0,17%;
» X-cyensieHHbIX peyeccusHbIX — 5324 —
0,05%); XpOMOCOMHbIX —1845,4 —0,18% ;
* 4ACMUYHO HACAedCMBeHHO

0byca08/eHHbIX NOPOKOB pa3zsumus —
26584,2 — 2,66%.



Pernctp aBaseTcs ny4ywmm B Mmpe
MCTOYHMKOM MHPOPMaALIMM O YacToTe
HacneACTBEeHHbIX 60n1e3Hen B nonyasumnax
yesioBeKa, XOTA U He JILleH He40CTaTKOB, B
YaCTHOCTW, B HEM HEe40CTAaTOUYHO MOJIHO
npeAcTaB/ieHa Hac/1eACTBEHHas NaToNorus,
NPOABAAIOLWANACA B CTAapLUNX BO3PACTHbIX
rpynnax. [oaTomy, npuBeaeHHbIe OLeHKHU
4acTOT MEeHAENNPYIOWUX HaCNeACTBEHHbIX
6onesHen B Peructpe asasiorcs
MWUHUMAIbHbIMM.



CobcTBEHHO Hac1eACTBEHHAs NATO/I0MUs, KOTOpas
BKJIlOYaeT MeHAenunpyoLyto (aymocomHo-
dOMUHAHMHYI0, AYMOCOMHO-peyeccusHyro, X-
cyennieHHyo peyeccusHyro U XpoOMOCOMHYIO)
NaTo/IOrnI0, BCTPEYaeTCc NPUMEPHO Y 4-X YeN0BeK
M3 1000 HOBOPOXAEHHbIX B TeYeHUe NMPUMEPHO 35
NEeT XXU3HM.

3HauyuTe/IbHO Yale Yy HOBOPOXAEHHbIX BbIIBNAAIOT
8poxcdeHHble nopoku pa3zsumus (Bl1P),
60/1bLUIMHCTBO N3 KOTOPbIX HAC/IEAYIOTCSA
MYAbTUPAKTOPHO — NPUMEPHO Y 30 U3 1000
HOBOPOXXAEHHbIX.



/laHHbIe 0 YacToTe HacneACTBEeHHbIX 6one3Hen B
nonynsaumum BputaHckon Konymbum — He e sMHCTBEHHbIE
B MMPOBOW INTEpaType, BnepBbie Tak1e AaHHble 6biin
nosay4eHsbl ewe B 1959 roay CtTuBeHCOHOM ANS
CeBepHou UpnaHgun.

OH ncnonb3oBaa 0630pHbIM METOA NONyYeHUA AAHHDbIX:
OAHOMOMEHTHO 6b1/In NoNyYeHbl AaHHble 0 60/IbHbIX C
npeAno/IOXXUTENIbHO HacNeACTBEHHOU NaTo/0rMeu oT
BCEX MPaKTUKYIOLWKUX Bpaveun B nonynsaumm CesepHoun
UpnaHaun.

OTU AaHHbIe A0 HACTOALLEero BpeMeHU CUMTAIOTCSA
CNOPHbIMM, TAaK peyb /A He O YacToTe NaTo/IoMMKU, a o
pacnpoCcTpaHeHHOCTU, MPUYEM HeKOTopble Ludpbl
6bl11 NnpeyBesInyeHbl, 3TO KAaCaeTcsA ayTOCOMHO-
AOMMUHAHTHbIX U ayTOCOMHO-peL,eCCMBHbIX 6o1e3Hel.



Yacmoma oCcHO8HbIX murnos
HacsieOcmeeHHbIx 6os1e3Hel Ha 1000

HOBOPOXXOEHHbIX M0 OaHHbIM psioa
UCMOYHUKOS8

KaTeropus A.C. A. Johnes, C.Carter J. Neel UNSCEA UNSCEA

3aboneBa- Stevenso W.Bodmer (1977) (1978) R R
HUA n (1959) (1974) Report Report
(1977) (1986)

Al 9,5 0,7 70 10,0 10,0 10,0
AP 2,1 2,5 2,1 1,0 1,1 2,5

X- 0,4 0,5 0,5 0,5 - -



CornacHo AaHHbIM, MpPeacTaBfiEHHbIM B 3TOW
Tabnuue, HambonbwMM KonebaHuam
NnoaBEPXEeHa OUEHKa Yyacmombl aymoCOMHO-
OoOMUHaHMHbIX b6orne3Heu, KoTtopasi, Mo AdaHHbIM
pa3HbIX aBTOPOB, pasnuyaeTca bosnblle, 4Yem
Ha MNopsdoK. JTO CBA3aHO C TEM, YTO pan
Npu3HaKkoB, Hanpumep, Takux, Kak cemMeunHasd
[MNEepXonecTepuHeMnga, B3POCHbIA TUM
NONIMKNCTO3a MOYEK U HEKOTOPbIE Apyrue, TO
N1 BKMOYanucb, TO NIM HET B ayTOCOMHO-
NOMUWHAHTHbIEe 3aboneBaHus.




[leHempaHMHOCMb STUX NPU3HAKOB B TEPMUHAX
MaTONIOrMYECKNX COCTOAHMN JOCTAaTOYHO HM3KaA,
NO3TOMY UX BKJKOYEHME B CMTNCOK PEerucTpmpyemMbix
AOMMHAHTHbBIX COCTOSAHUM OTPAXKasio TOYKY 3pPEHUS
KOHKPETHOro aBTopa.

Yacmoma aymocomHo-peueccusHbix boaesHeu
Konebanacb, NO AaHHbIM Pa3HbIX MICTOYHMKOB, BCEFO B
2 pasa, YToO CKopee CBA3aHO C bosiee cTpormmu
KpuTepusamm otbopa ayTOCOMHO-peL,eCCUBHbIX
3aboneBaHNM, @ TaKXKe TEM, YTO CPEAM HUX pexe
BCTPEYAOTCA TakMe COCTOAHUS, KOTOPbIE YC/IOBHO
MOXHO CYUMTATb NATOJOrNYECKUMMU.

OueHKa YacToTbl X-CLenAeHHbIX COCTOSAHUN
NMPaKTUYECKU HE BapbMPYET Mo NPUYMHE, YKa3aHHOW
BbiLLIE.




AdueppepeHyuayuss MeOQUUUHCKOU 2eHeMUKU Ha
omaoeJsibHble QUCUUMNIUHbI

nsyvaer
naTofiormyeckue MNpPouUeccbl HAa MONEKYNsipHOM YpPOBHe,
HayMHass CO CTPYKTYpbl reHa U ee U3MEHEeHWN, U KOH4as
B3auMOOEeMCTBMEM NPOAYKTOB reHOB Apyr ¢ AOPYroM Ha
MONEKYNSIPHOM YPOBHe.

uccneayet npupoay
HacneacTBeHHbIX 6ore3Hen ooOMeHa BewecTB Ha
ypoBHe hepMeHTOB, (hepMeHTaTUBHbLIX peakLuun n ux
NPOAYKTOB.

n3yyaeT C NOMOLLbIO cneundpunuiecKkux
MeTOAO0B CTPYKTYPY XPOMOCOM YerioBeKa U ee
HapyLeHUs Npu XpPOMOCOMHbIX OONe3HsAX.

ncnonb3yeT Hay4Hble pa3paboTku B
AVWarHocTuKe HacneacTBeHHbIX 3aboneBaHUM, a TaKxKe
OKa3blBaeT NOMOLLUb OONbHbLIM C HacrneaAcTBEeHHOW
naToniornen, U NPOrHo3npyeT PUMCK BO3HUKHOBEHMUS
HacrneacTBEHHOW NaTONOrMu B ceMbSAX U B Nonynauusx.

|



OBLWWE NONOXEHWUA, TUTDbI
HACJIEACTBEHHbIX BOJI E3HEN




= HacneacrBeHHbIe 3aboneBaHuUs
yerioBeka - natosriormnyeckKkue
COCTOSIHUSA, MPUYNHOU KOTOPbIX
ABNAETCA USMEeHeHue
2eHemu4yecKo20 Mamepuarna.




N &N =

Tunbl HacneacTBeHHbIX

bone3Hen
MoHozeHHble unu meHdenupyruw,ue bonesHu;

XpomocomHble bone3Hu;
MumoxoHdpuanbHble 6one3Hu;

[eHOMHbIU umnpuHMUH2 unu 6onesHu
UMNPUHMUH24A;

MyabmugakmopHsie 6one3Hu unu 6ose3Hu ¢
HacsnedcmeeHHOU hpedpacnonoieHHOCMbIO;

3aboneBaHus, obycnoBneHHbIe
npenmyLiecTBeHHO delicmsuem
BHewHecpedosbIX hakmopos .



1 mun - MOHO2eHHbIe DONne3Hn

npumep _




MoHo2eHHbIe 60Js1e3HU 4aCTO Ha3bIiBaloOT

I MeHOeNMMPYLWMMU, TaK KaK OHM HacneayrTcs
cornacHo npasunam MeHagens.

a) aymocoMmHo- r) HacsiedogaHue,

doMuHaHmMHoe
HacnedosaHue cuyeniieHHoe ¢
(cvHpgpom MapdaHa, 6) aymocomHo- B) HacriedoeaHue, Y-xpomocomoli
KOTOpPbIN NPOABAsSeTCA cuenseHHoe c X- (onpeneneHHble
CUCTEMHB I/ peueccueHoe xpomocomoli chopMbl
nopaxeHuem
coeAUHUTENbLHOM - (remocpunms A, asoocnepmum,
TKaHM, reH HacsiecoeaHue MuonaTtua [lioweHa, NMUrMeHTHbI
FBN1kapTupoBaH Ha y
CUHAPOM JIOMKOM TWH
i 15 xpomocowme; (dbeHnnkeTOHYpPUA); P PETUHWT,
Kndockonmnos, mmonus Xxpomocombi X); HapylweHune

BbICOKOM CTEMeHMu,
paclumpeHne KoOpHS
aopThbl);

AandhepeHLNPOBKU
nona).




Bone3Hn ¢ aymocoMHO-OOMUHaHMHbIM

HacsiedogaHuem

Cungpom MapdaHa —
3aboneBaHue
Hac/neACTBEHHOIro TMna, npm
KOTOPOM NMopakaeTcs
coeAVHUTE/IbHAA TKaHb C
BOBJIeYEHUEM B Nnpouecc
CKeNeTHO-MbILLeYHOM
CUCTEMbI U rnas.
YcTaHOB/IEHO, YTO NPUUYMHOM
NaTo/10rum ABAAETCA MyTaLuUs
reHa ¢pubpuanuHa FBN1.
3aboneBaHne nonmumop¢$Ho
— MO)XKXET NpoTeKaTb C pa3HOM
BblIPa>K€@HHOCTbIO
KIMHUYECKOW KapTUHbDI, U
XapakTepusyercs
nosiBIeHMeM BCe HOBbIX
TMNOB MyTaLUM B reHax.

Cvuanom Mapdiana
l

MyTaHTHbIH TeH

l

Hapywenua paseuTna
(obmenal
COCAHHHTENbHON ﬂfﬂlm

\

oSl BbIBHY nunnxn
XpyeTanuKa H NOABLIBHYH
Mmasa B CYCTaBaX

ANHHHbIC NOfOKH
H TOHEHE KNananos
Nanelsl cepaua

CTagawT
Cocyabl

http://TalLhy



Cunapom MapdaHa

* CuHnapom MapdaHa nonyumn cBoé HazBaHue oT pamuamm ppaHLy3CKOro
neamatpa A. MapgaHa, KoTopbiu Bnepble npeAcTaBu onmcaHue 5-1eTHen
AeBouku Nabpuenb c HeO6bIYHBIMU, HENPEepPbIBHO NPOrpPeccUpyoWMMK
aHOMa/IMsIMU cKeneTa, U Aaa NaToNorMm CBoe Ums.

* PacnpocTpaHeHHOCTb CMHAPOMA — 1 C/ly4al Ha 10000 YenoBek. Puck
poxaeHus pebeHka ¢ cuHgpomom MapdaHa nosbiwaercs nocne
AOCTUXKEHUA OTLOM BO3pacTa 35 JIeT U AoCTUraeT 50% nNpu HaANMYnm
MaTo/IoruM y 0AHOro U3 poauTenen.

* BpoxxaeHHass aHOMaNMA HacneAyeTCA N0 ayTOCOMHO-AOMUHAHTHOMY Tuny. B
ee OCHOBe N1eXXUT AedeKT BaXKHEULEero reHa, OTBEYaIoLWEero 3a CUHTE3
KOAnareHa.

* Bo Bpemsi BHYTPUYTPOOHOIro pa3BuTUs NPOUCXOAUT HapyLUEHUeE
$bopmmHpoBaHMA BOTOKOH COeAUHUTENIbHOM TKaHU, yTeps UMW NMPOYHOCTHU, B
pe3sy/nbTaTe Yero BoJIOKHa He CnocobHbI BbliAepXXUBaTb €CTeCTBEHHbIE
Harpysku. lMosTomy HanbosblumMe aTUNUUYHbIE USMEHEHUS NpeTepneBatoT
KpYMHble COCYyAbl, K1anaHbl cepaua, CBA3KM rnasa, TBepgoe Hebo, ckenet m
MbILLLbI.

* Be3 agekBaTHOM Tepanuu NPOAO/KUTENIbHOCTb XXU3HU Nt0AeUN C CUHAPOMOM
Mapd¢aHa He 6onee 40 net. Tepanms NO3BOJISIET YBE/IMUUTDL 3TOT CPOK BABOE
n 6onee.




Cunapom MapdaHa
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KnuHnyeckue npusHakm cuHppoma
— rMnepnMBa)Rcc)Qlﬁ:)l:!%BOB;

— aHOMaJ/Ium cTpoeHus TaszobeapeHHoro
CycTaBQ;

— K103, CKOANO3;

— BbIBMXMU LUEUNHOrO CerMeHTa
NO3BOHOYHUKAQ;

— Aedopmaumsa rpyaHom KneTky;

— NJIOCKOCTONMUE;

— rnybokas nocaaka rnas;

— YMEeHbLUEeHHAas HYXKHASA YeNoCTb,
HapyLlleHue pocTa 3y6oB;

— BblCOKOe HEDO;

— aTpodurueckue «pacTaXKKMU» Ha KOXe;
— NaxoBble rPbKU, YacCTble Pa3pbiBbl
CBAI3OK.

— AedeKTbl BeTBEW JIerOYHOM apTepum,
aopThl (paclwiMpeHus, aHeBpU3Mbl,
paccnoeHus);

— MOPOKMU CepALa (Yalle — Nopa>keHus
KaanaHoB);

— CTEHO3bl apTepUM.

— MMonus, BbIBUX XpyCTasnKa




bosiesaHu ¢ aymocomMHoO-peyeccusHbIM
HacsiedogaHuem

DeHnnkeToHypus —
Hanbosee
pacnpocTpaHeHHoe
HapyweHue obmeHa
aMUHOKMUC/OT.

YacTtoTa - 1 : 8000 yesnoBek.




PacnpocmparenHocmbp @PKY e pazauuHbix nonyaayusax mupa, no

OaHHbIM MACCOB020 CKpUHUH2Q

Hacrtorta

Hacrtorta

e HocUTeneun 3aboneBaHunA e
Typuus 1:26 1:2600 Ozalp et al., 1986
WUpnanjgus 1:33 1:4500 DiLella et al., 1986
2;;;?1:"“ 1-50 1-10 000 g:;ilver & Kaufman,
Sinonusn 1:200 1:143 000 Aoki & Wada, 1988
dOuuaAn U 1:225 1:200 000 Scrtver § Kaufromn,

2001



KIMHWYECKUE TPU3HAKW

Banoctb MOGOpOT, noBblleHHaA ABUraTe/ibHas
aKTUBHOCTb Ma/ibllLa;

pebeHOK He NposiBASIeT HTepecC K OKPY>XXaloweMy MUPY;
ype3MepHas NJ1akCUBOCTb;

Masibilw 6ecNOKOMHbIA, MOryT HabatoAaTbCA Cya0poru ;

Ha KoXe - MPOAABJIEHUA AepMaTUT];

Y manbiwen nocrtapuwe cumntombl PKY npossasioTca B Buae
3aepP>XXKN pa3sBUTUA MCUXUKU U pPeYuUn, UHOorga —
Mukpouedanuu;

MOYa NaxHeT «MbllaMU».

3aboneBaHme MoXeT uMeTb peHOTUNnYeckme CUMMNTOMbI:
rMNONUrMeHTUPOBAHHbIE KOXHbIE€ MOKPOBbI, BOJOCHI U
paay>kHas obosiouka rnas. B HekoTOpbIX Cyyasx naTonorus
NPOABASAETCA CKN1epojepMUent.



PebeHOK Cc (peHunKeToHypuewu

%




= BHYTpnyTpo6bHas gnarHoctuka ¢peHUIKeTOHYpUm
HEeBO3MOXKHA, TaK KaK CyL,eCTBYIOT onpeje/sieHHble
C/I0XKHOCTM Npu noayyeHnn buomarepmana pebeHka
AN NpOBeEeHUSA UCCeL0BaHUS.

= CNIOXXKHOCTb COCTaBASIET U KJIMHUYECKOE BbisiBJIEHUE
beHnnKeToOHypum y pebeHka B nepBble HECKO/IbKO
HeJe b XXU3HM.

= Pogutenam cnegyet obpatntb ocobeHHOe BHMMaHue
Ha caegylowme NPU3HAKKU: MbIWMHbIU (ambapHbIif)
3anax, MCXOAALMMN OT M1ageHuUa, becnpnumHHyto
PBOTY, BbICOKYIO BO36yAMMOCTb U Ha OTKJIOHEHUSA B
ero pasBuUTUM.




[eHeTMuYecknn gedekT moxxeT bbITb
BbI3BaH:

XPOHUYECKUM aJIKOr0JIM3MOM OZHOI0O NN
obounx poautenen,

ANUTENIbHbIM BAUSAHUEM PaANOaKTUBHbIX
BOJIH Ha opraHusm 6yaywmx Mmambl u
nanol,

VIH(I)EKLI,VIFIMVI MNOZIOBbIX OPraHoOB,

Npo>XUBaHMe B HebaarononyuHbiXx, ¢
3KOJIOrMYECKOUN TOUKU 3PEHUSA, YC/IOBUSIX.



AnarHoctupytot PKY, onupanacb Ha COBOKYNHOCTb
reHeasnorn4yeckmnx AaHHbIX, pe3ybTaTbl BMOXMMUUYECKUX U
KJANHNYECKUX UcciesoBaHNN:

BO3MOXXHO MaMa 1 nana pebeHka, umerowero npmsHakm QKY,
62113KMe poACTBEHHUKU APYT APYTY U @aHAJIOrMYHbIe NPU3HAKK
6b121n BbisiBNEHbI Y 6paTbeB 1 cecTep.

Y 60/1bHOro MaJibilla MblLlLE€YHbIA TOHYC HapYLU€eH, YacTblie
cyaopory,

Ha KOXXe NOABAAKTCA 9K3eMaTO3Hble BbiCbIMaHUS,

MaJ10 NPUPOAHOIro NMIrMeHTa B BOJI0CaX, KOXe, B paAyXXKe rnas,
MouYa NaxHeT cneymnduryecku,

B KpoBM 0bHapy>keHO bosblioe KOMYecTBo BewwecTsa
dbeHnnanaHuH,

B MOYe NPUCYTCTBYIOT PEeHU/IMOIOUHaA,
dbeHnnnnpoBuHorpagHas, peHUNyKCycHas KUCNO0Ta,

npoba PennnHra obbIYHO NoONOXKUTEIbHASA



CkpuHUHr Ha PKY MoxkeT NnpoBOAUTCA NPU NOMOLLMU
MUKpobuonoruyeckoro tecta laTpu - OCHOBaH Ha NpuHUUNe
MOJIEKYJIAPHOIro aHTaroHM3ma, Korga MUKpobHbIn pocT
HabalogaeTca ToNbKO BOKPYT AUCKOB, COAEPXKALLUX
n36bITOUHOE KOINYECTBO PEeHUNANAHUHA;

2) xpomatorpadum Ha bymare uam gpyrom Hocurene
(cenukarenb u Ap.);

3) dayopomeTpuyeckum metogom (bonee yyBCTBUTENIbHBIM),
OCHOBaHHbIM Ha 06pa3oBaHuUK ¢paOpecLUpYOLLEro
Komnaekca peHunanaHnHa ¢ remyumnanaHuHomM.
Ucnoab3aytoTca annapatbl Tuna GaoopockaH, Aenbdpus,
Victor.

B HacToslWee BpemMsa nepeyncsieHHble MeToAbl HAUMHAET
3aMeHATb TeHAeMHasa Macc-cnekTpomMeTpus. OTo Hambonee
YyBCTBUTE/IbHbIW U AAIOWMUNA MeHbLUe BCero
NNOXKHOMOJIOXKUTE/IbHbIX pe3y/IbTaTOB MeToZ BbisiBieHus QKY
B NepBble 24 Yaca XXU3HU HOBOPOXKAEHHOTO.




)

3abop KpoBu npousBoaAUTCH Y

—

T
<
()
-
o
3]
Q.
M
O
m
m
2
A
L
L
m
O
Q.
O
m
O
L




IloBbimerHbIl ypoBeHb PA,
KAHnYeckie mpose.aerns KV

Moaexyaspno-renernyeckoe necrezosanne reva PAH 1aq
00HapyAeHHR HaHOO01ee YACTBIX MYTaURil

O6napyxenst obe
syTaunn s rese PAH

Obnapyxena oxna
syTauns s rese PAH

Myrauuii 8 rene PAH
He o0Hapy&eHo

L

SSCP-anaam3 seeit KoInpytomed
nocaezosareastoctu rena PAH u obaacrei
HHTPOH-IKIOHHBIX COCTHHEHMI

A

A

Obmapyxena o1na
syrauns s rene PAH

Obmapyxenst obe
syTaunn 8 rese PAH

l

KocBeHHas IHArHOCTHKA ¢
HCMOJB30BAHKEM NOAHMOPPHBIX
MAPKEPOB, PACMOJOKEHHBIX BHYTPH reHa

1

\

Cembst nndopmaTHBHA, BOINOANQ NPOBEIEHHE NPEHATAILHOM
AHATHOCTHKH H BBIABEHHE FeTePOINTOTHBIX HOCHTEEH




= OcHoBy neueHus QKY cocrtaBnsier
AveToTepanus, Npu KOTOPOU AOKHO CTPOro
OrpaHM4YMBaATbLCSA NOCTYIJIeHMe B opraHmsm beska
C npoAykTamu nuTaHusa. CteneHb NPaBUIbHOCTY
AneTbl 06ycnoBAMBaEeTCA KOJIMYECTBOM
deHnNnanaHuHa B KpOBM NMaLMeHTa, NoKasaTe u
KOTOPOro AO/1XHbI 6bITb:

" 120 — 140 MKMO/Ib/N1 y MNajeHLeB
= He Bbille 360 MKMOJ/Ib/N Y AOLIKONAT

= Yy CTaplieK/1aCCHUKOB He OnacHbIM CcYMTaeTCs
NnoBblilleHe NnokKasaresneun <|>eHw1anaHV|Ha A0 600
MKMOAb/N



UTO MOXHO, 4YTO Henb3s

[lpoAyKTbl, Ha3HaYyaeMble
ANA IeyeHuns
$beHUNKEeTOHYpUM:

Maponunsatbl 6enkosble,

Cmecwm L-
aMUHOKUC/IOTHbIE, He
coaep>kaume
dbeHuNanaHuH,

HO B COCTaBe KOTOPbIX
NPUCYTCTBYIOT ApYyrue
He3amMmeHUuMble
aMUHOKUCNOTDI.

JleyeHne NnUTaHUEM
3aKJIlD4YaeTcs B NOJIHOM
NUCKIOYE€HUN U3 paLMOHa
6onbHOro NpoAyKTOB,
HacblWeHHbIX 6enkamu:
6o060Bble, ANLa, MACO,
MOJIOKO, pbiby 1 Ap.

Ha ctone AonHbl
NPUCYTCTBOBaTb PPYKThl,
COKM (OBOLYHbIE U
$pyKTOBbIE), OBOLYM, A
TakK>XXe MasnobenkoBas nNuLLa
crneumasbHoOro
npeAHasHayeHus
(NnpoAyKTbl —aMuiodeHbl).



2. XpomMOoCcOMHbIe 60os1e3HU

= BTopou Tnn HacneacTBeHHbIX bone3Hen —
XPOMOCOMHbIe, TaK KakK MU3SMeHeHUs
3aTParmMBalOT XPOMOCOMbI, B HUX MPOUCXOAAT
KOJINYeCTBEHHbIE NJIN KAQYeCTBEHHbIE
(CTPYKTYpHbIE) USMEHEHUS.

= [pumepamm XpOMOCOMHbIX 6one3Heun
ABAAIOTCA CUHAPOMBI [layHa, D4BapAca,
[laTay, LLlepelweBckoro-TepHepa,
KnanHdenbTepa.




XPOMOCOMHbIE ayTOCOMHbIe
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CuHgpom [JlayHa CuHgpowm [latay




XpPOMOCOMHbIE€ ayTOCOMHbIe

Rﬂ MASILILIA

CuHapom dDaBapaca



XpPOMOCOMHbI€ FTOHOCOMHbIEe
bone3sHn

_
Cunapom KnaiiHdenbrepa CuHapowm Lllepewesckoro-
TepHepa




JeneunoHHble CUHAPOMBI

CuHgpom Bonbda-XupluxopHa




JleneyuoHHbIe CUHAPOMDI
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CuHApOM Kollaybero Kpuka



HACJIELJOBAHME, CLIEM/IEHHOE
L C X-XPOMOCOMOMW

MwuvonaTtusa JoweHa
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Muonatusa [HoweHa

Muonamus JroweHa - 3TO NepBUYHAA MbilueYHas
AncTtpodus, HacneaACTBeHHOe gereHepaTUBHoOe
3abos1eBaHMEe, B OCHOBE KOTOPOro JIeXXUT NopakeHue
MbILLEYHOro BOJIOKHA U Nporpeccupytowasn atpodpus
MbILLL,.

BcTpeuaetcsa 601e3Hb Y 0g4HOro us 3-3,5 TbicAY
HOBOPOXXAEHHbIX Ma/IbUMKOB, 0OHapy>XMBaeTCH B
BO3pacTe 1,5-3 J1eT 1 b6bICTPO nporpeccupyer.
O6blyHO 60abHbIE He A0XXUBAIOT AaXKe A0 30-J1eTHero
BO3pacTa (N0 HEKOTOPbIM AaHHbIM, U BOBCE MHOIMe
YMUpPAIOT B BO3pacTe 20-22 JIeT).
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[emodhmnnua

= [eMmodunmna — 310 HacNeACTBEHHOE
3aboseBaHuMe, CBA3aHHOE C HapyLWeHneM
$YHKLUM CBepTbIBaHMUA KPOBU B pe3y/ibTaTe
MyTauum B X-XpomMocome.
Mpwu 3TOM 3a6021€BaHNM BOSHMKAIOT
KPOBOU3J/IMAHUA B CYCTaBbl, MbiLILbl U
BHYTPEHHME OpraHbl.
XapakTepHbIM A1 reMOPUANU ABAAETCA TO,
YTO KPOBOTEUYEHMSA MOIYT Ppa3BMBATbCA KakK
CNOHTaAHHO, TaK U B TeYEHMUe 2-5 YacoB nocse
NoOJIy4YeHHOU TpaBMbl (AaXkKe CamMOM
He3HauYuTes/IbHOWU).




[emodbmnnus




» [emogunus muna A BO3HMKAET B pe3y/ibTaTe HeAOCTAaTOYHOCTHU
¢dakTopa ceepTbiBaHuA VIl (aHTUremodpuabHbIN rNOOYNNH-
benkoBas Mosekyna, 0OAUH U3 KOMNOHEHTOB CUCTEMbI
CBepTbIBaHMSA KPOBM), 3TO Hanbosee yacTo BCTpeUatowWwasncs
dopma remopunnum.

» [emogunus muna B wnn 6onesHb Kpucrtmaca obycnosneHa
HeA0CTaTOYHOCTbIO pakTopa cBepTbiBaHMA IX (pakTop
Kpuctmaca — 6esnkoBas mosiekyna, O4UH U3 KOMMOHEHTOB
CUCTEMbI CBepTbiBaHUSA KpoBHU). [10 CBOUM KAMHUYECKUM
NposiBJIeHMAM AaHHAA popma He OT/INYaeTCa oT remopuamm
TUnaA.

» [emodunusa muna C wnn 6onesHb Po3eHTansa BO3HUKAET NO
NPUYMHE HeJ0CTaTOYHOCTU paKTopa cBepTbiBaemocTun Xl
(n1a3MeHHbIN NpeAlecTBeHHUK TpombonaacTMHA, O4HOMo U3
Ba>KHEMLINX KOMMOHEHTOB CUCTEMbI MEXaHM3Ma BHYTPEHHero
cBepTbiBaHUA KpoBu). JlaHHasa ¢opma remoPpuamm saeasieTcs
OTHOCUTE/IbHO peAKOMW, CMOHTaHHble KPOBOTEUEHUA AJIS1 Hee He
XapakTepHbl. TpaBMbl 1 onepauumu MOryT OC/IOXKHATLCA
KpoBOTEYE€HUAMM, HO 3TO C/Iy4aeTCcAa pesKo.




= [emoduamu Tnos A u B.

MyTauuna B xpomocome X. 1o npaBuiam Hacnea0BaHUSA reHa,
cuensieHHoro ¢ X-XxpomMoCOMOM:

BCe goyepu 60abHOro remodpuanein oTua CTAHOBATCA ee HocuTensamm (y
HOCUTE/NIbHUL, reMOPU/IbHbIN reH NpeACcTaB/IeH B O4HOM dK3eMnasipe B O4HOM
n3 X- XxpoMocom, BTopasi X- XpOMOCOMa He COAEePXUT B cebe aedpeKkTHOro reHa,
NO3TOMY Y HOCUTe/IbHULbI 3aboneBaHNe HUKaK He NPOABAAETCS, HO
nepeAaeTca AeTAM), TOrAa Kak BCce CbIHOBbSA 60/IbHOro, NOy4YnBLUME TOJIbKO
OAHY XpPOMOCOMY OT 340POBOM MaTepu, 3aBe40MO AO/DKHbI ObITb 340POBbIMU U
He MOryT nepegartb 601e3Hb CBOeMy NOTOMCTBY;

CbIHOBbA HOCUTEJIbHUL, FeHa FEMO(I)MI'IMM MMEIOT paBHbI€ WAHCbl NOZTYYUTb OT
MaTepu aHOMaAJIbHYIO UWJIN HOPMaAJIbHYIO X-XpOMOCOMy n, cejoBatesibHo,
POoAUTDBCA 60/bHbIMU NN 340pPpOBbIMU, a AOYHEPU UMEIOT PaBHbI€ LLAHCHI 6bITb
WUKN He bbITb HOCUTEe/IbHULaMU FEMO(I)VIJ]VI‘-IECKOFO reHa,

ec/u oTel, AeBOUYKM 6osieH remoduanein, a MaTb ABASETCA HOCUTEIbHULLEM FreHa
remo$uanmn, To CyLeCcTBYeT BEPOATHOCTb TOr0, YTO AOUb MOXET POAUTbCSH
6onbHOM remodpunuen;

pebeHok, 60n1bHOM remoduamnen, MOXeT POAUTLCA U Y He
npeApacnosoXeHHbIX K 6onesHu pogurenen. laHHbin pakT MoxeT bbITb
obycnoBieH NnoABsIeHMEM MyTaLuu B npouecce opMUpPOBaAHUSA POAUTE/IbCKON
NO/I0OBOM K/IETKM.

femoduaunsa Tnna C:

BO3HUKAET BHYTPUYTPOOHO B pe3ysibTaTe MyTaLMm B COMaTUUYECKON
XpOMOCOMe; nepesaercs No HacNeACTBY, OT O4HOro uam obomx
poauTenemu.



CuHgpomMm nomMmkon X-
XPOEEsrriky




* CUHAPOM JIOMKOU X-XPOMOCOMbI
(OMIM N2309550) — X-cuensieHHoOe
3aboneBaHMe C 3a4epP>XKOU
YMCTBEHHOr O pa3BUTUSA, BbI3BaHHOE
myTauuamu B reHe FMR1 B Xq27.3.
CUHAPOM IOMKOU X-XPOMOCOMBDI
BCTPeYaeTCs C YaCTOTOU 16-25 Ha 100
000 B 0bLwen nonynsaumm cpeam
MY>XYUH U B ABA pa3a pexe cpeau
XKEHLUMH.




[MpoaykT reHa FMR1, FMRP, akcnpeccupyetca Bo
MHOIMX TUNax K1eToK, HO Hanbonee CMAbHO B
HenMpoHax. FMRP MmoxeT conpoBoXaaTb
onpegeneHHbIn nogknacc MPHK ot sagpa k pubocomam.

bonee 99% myTauuu B reHe FMR1 — 3kcnaHcus
HykneoTugHoro nostopa (CGG)n B 5'-
HeTpaHCAMPYEMOM y4acTKe reHa.

B HopmanbHbIX annenax FMR1 uucno nostopoB CGG
cocTaBasieT oT 6 0 npubansnTenbHoO 50. B naTtoreHHbIX
annensax (MAm Npuv NOAHbIX MyTaLUAX) KOJIMYECTBO
nosTopoB 6osee 200.

Annenn c 6onee yem 200 noeropamu CGG 0b6bIUHO
MMEeIOT rMNepmMeTUIMPOBaHHYIO NOC/1e40BaTEe/IbHOCTb
noeTopoB CGG u cmexxHoro npomotopa FMR1.

[MnepmeTunnpoBaHue MHakTusmpyet npomotop FMR1,
Bbi3biBaA CHMXXeHue akcnpeccuu FMRP.



» [louTn BC@ MY>XXUYUHBI U 40-50% >XXEHLUH,
YHacaeA0BaBLUIUX MNOJIHYIO MyTaLuUIo,
byayT MMeTb CMHAPOM JIOMKOM X-
XPOMOCOMBI. Ta)KecTb peHoTUNA
3aBUCUT OT MO3auum3Ma
MeTUAUPOBaHUA MOBTOPOB N UX YUCAA.
[loCKO/IbKY NOJ/IHbIe MyTaLUu
HeyCTOMUYNBbI, HEKOTOPbIe NaLUeHTbl
MMeIOT CMeCb KNEeTOK C YUC/IOM
NoBTOPOB, Konebaowmmcs ot
npemMyTaLmm A0 NOJIHON MyTaLUK
(MO3aMuU3M YUucia NOBTOPOB).




= CMHAPOM NIOMKOUN X-XPOMOCOMbI Bbi3blBaeT
YMepEeHHYI0 YMCTBEHHYIO OTCTANIOCTb Y MY>XUUH U
Nerkyr YMCTBEHHYIO 3a4ePXKKY Y XXEHLIMH.
Hanbonee nopakeHHble ML TakXKe UMEIOT
noseAeH4YecKMe aHoMaanun, BKAOYaA
rmMnepakTUBHOCTb, pa3MaxuBaHue pyKamu,
NCTEPUKU, NIOXOUN 3pUTE/IbHbIN KOHTAKT U
NpPU3HaKu ayTusma.

= Qusnyeckme xapakTepuCTUKMU My>XHYMH
nsmeHsaTCcA ¢ nybeptatom. /1o nonosoro
CO3peBaHUs NOPa>KeHHbIe MaJIbYUKN UMEIOT
HeCKOJIbKO yYBe/IMYeHHbIN pa3mMep ros10Bbl U
HeKoTopble Apyrve HeoT4yeT/InBble CUMNTOMbI;
nocsie HacTynJieHUs NOJI0BON 3PE/IOCTU Y HUX
yacTble 6osee oTyeTIMBbIE NPU3HAKM (AJIMHHOE
JIMLLO0 C BbIAAIOLWENCA YeNIOCTbIO U I6oM, KpynHbie
YWHbIe PaKOBUHbI, MAaKPOOPXUAU3M).




K HacToAlwemMy BpeMeHU HNKaKoro
naToreHeTU4Yeckoro JsieyeHus Npu CUMHAPOMe TOMKOMU
X-xpomocombl HeT. [Tomoub HanpaBsieHa Ha 0byueHue
n papmakosiormyeckoe feyeHme noBegeH4YeCKmnX
npobnem.

PuUck TOro, 4to XeHwmHa c npemyTtauuen byger nmetb
6onbHOro pebeHka, onpeaensieTcs pasmepom
npemMyTauum, NOJIOM N0Aa U CEMeNHbIM aHaMHe30M.
DMNUpPUYECKUN PUCK AJIS HOCUTENA NepPecTPoOrKMU UMETb
6onbHOro pebeHka moxet gocTuratb 50% Ans
Ka>kKA0ro MaJsibumka v 25% 15 KaXKAOM AEeBOYKU, HO
3aBUCUT OT pasmepa NnpemMyTauum.

Ha ocHoBe aHa/in3a cpaBHUTE/NIbHO HE60/1bLWIOro
KO/InYecTBa MaTepen-HOCUTE/IbHUL, U3BECTHO, YTO
PUCK NOBTOPEHUSA MOXKET CHMUXXATbCA, ecan
npeMyTauMsa yMeHbLUAeTCs CO 100 4O 59 MOBTOPOB.

[lpeHaTasbHaaA AMarHOCTUKaA AOCTYMHa 3a cyeT
ucnosnb3oBaHua A1HK naoga ns BOpcUH XopmoHa unum
AaMHUOLUTOB.



3. MumoxoHOpuasibHbIe
6os1e3HU

= MumoxoHdpuanbHbie 60ae3HU, BOSHUKAIOT B
TOM C/ly4yae, ec/im MyTalum 3aTparuBaioT
MutoxoHapuanbHyto AHK.

= [IpymepoM MUTOXOHAPUANbHBIX b0N1e€3HEU
MOTYT CAY>XXUTb aTpodus 3pUTe/ibHbIX HepBOB
Jlebepa, Hapy>xHasa opTasbmonaerus,
MUTOXOHApPUa/IbHble MMONAaTUU (CUHAPOM
MELAS) , cMHAPOM MUOK/IOHYC-3NUJIENCUN U
PBaHbIX MbILE€YHbIX BO/IOKOH (CUHAPOM
MERRF), HepoceHcOpHas TYroyxocTb.




= TepMUH «mumoxoHopuanbHbie 6oae3HU» BOLWEN
B MEANLLMHCKMMN HAaY4YHbIN JIEKCUKOH JINLLb
HEeCKO/1IbKO IeT Ha3aJ,.

= /IMm 0603Ha4YaeTca MHOro 3abo1eBaHUN C
LUIMPOKMM CMEKTPOM KJIMHUYECKNX NPOSIBIEHUN,
BKJ/IIOYAIOLLNX C1enomy, 2ayxomy, demeHy U,
paccmpolicmsa dsuxceHull, MblueYHyro
canabocmsb, cepdeyHy0 He0OCMAMOYHOCMb,

Heghponamuro n Ap., B OCHOBE KOTOPbIX NexaT
AePEKTbl MUTOXOHAPUMN.




= KaXgasn kneTka coaep>XXuUT COTHU, @ UHOTAA U ThiCAYM
MUTOXOHAPUMN.

= OCHOBHasl, HO AaNeKo He e AUHCTBeHHas PYHKLMA 3TUX
opraHesnn — obecneueHune knetkm sHeprueu B popme ATO 3a
CYeT oKucaAuUMmenbHo20 ocghopunuposaHus, UMeHHO
NO3TOMY MUTOXOHAPMWU Ha3biBalOT SHEPreTUYeCKUMm
CTAHLMAMMU KNETKW.

= MUTOXOHAPUA COAEPXUT A0 AECATU KONUU reHOMOB. DTO
KonbueBblie moaekynbl AHK (mTAHK) Hebonblioro pasmepa -
OKOJ10 5 MKM, COCTOSfILUE U3 16,5 TbICAY Nap OCHOBAHUMN.

= MuTtoxoHgpuu nmeroT gBe BbicOKOCNeLuuaan3npoBaHHble
mMeMbpaHbl — Hapy>KHYIO U BHYTPEHHIOK, KOJIbLeBYIO
monekyny AHK, a Takxke cobcTBeHHble CUCTEMDI
TPaHCKPUNLUN U TPAHCAALUMN.

= Kaxkaas knetka coAep>XMUT HECKOJIbKO COTEH MUTOXOHApWiA. B
MUTOXOHAPUAX TaKXe cogepiXaTcs GepMeHTbI,
yyacTeylowme B GBMOCMHTE3e NYPMHOB, B LIUKJ/IE
TPUKaAp6OHOBbIX KUCIOT, MOYEBUHbI, OKUC/IEHUSA NUPYBaTa.
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Puc. 3nekmpoHHO-mukpockonuyeckas Puc. Cxema cmpoeHusi MumoxoHopuu.

¢pomozpagusa mumoxoHdpuu Yenoseka 8 CnoxcHas cmpykmypa

8 nonepe4yHom paspese MumOXOHapuu u Haauyue cobcmseHHoU

KonbyesoU xpomocomsl, kooupyrouwell

Hekomopble KOMNOHeHMbI
MUMOXOHOpuUU, YCNOXCHAem BbisiCHeHue
NPpUYUH MUMOXOHOPUANbHbIX 3abonesaHull



= Tak kak Mm/HK cogepXxutca B umtonsrnasme
KNeToK, OHa HacrnenyeTcs TONMbLKO No
MaTepPUHCKOU NMHUN. B uutonnasme
ANLIEKNEeTOK coaepXaTcH ThICAYMN
MUTOXOHAPUN U, criegoBaTesribHO, AECATKMU
TbicAY monekyn vm/HK.

= B cnepmaTto3onge nmeetcs HeCKOSbLKO
monekyn vm/JHK, koTopble He nonapalT B
onnoporBopsiemoe ANUo. [MMo3aToMy MyXUYMHbDI
HacnenywT Mmm/HK oT cBOMX MaTepeun, HO He
nepenaroT ee CBOMM NOTOMKaM.

= Takoli mun HacnedoeaHusi Ha3blearom
MamepuUHCKUM HacsiedoeaHuemM, usnu
HacsiedogaHueM Mo MamepuHCKoU JIUHUU.




= Kak npaBuno, Bce Tunbl MmZJHK naeHTUYHBI,
TaKkoe COCTOAHMEe HOCUT Ha3BaHue
20Monau3uU.

= [losBAeHUe MyTaLMu B O4HOU U3 MOIEKY
mmHK moxxeT npuBectn K BOSHUKHOBEHUIO
ABYX nonynsauuu mm/HK B kneTtke, 4to
Ha3blBaeTCA reTeponjasuen.

= B pe3ynbTtate geneHusd mytaHTtHaa umHK
nonaaaet B ApYyrue KJAeTKn, YTo NPUBOAUT K ee
pPa3MHOXEHUIO, a NpoLecC Ha3bIBaeTCH
penaukamusHoU cezpezayuel.



* YynuTbiBaf, YTO SHepreTuyeckme
NnoTpebHOCTU pa3HbIX TKAHEW
opraHusma pas/in4yHbl, a Hanbonee
SHepronoTpebasiouen aBaseTcs
HepBHas CMCTEMaA, TO BMOJIHE
3aKOHOMEPHO, YTO MMEHHO 3Ta
CUCTeMa NopakaeTcs
NnpenmMyL,eCcCTBEHHO Npwu
MUTOXOHApPUaNbHbIX 6onesHax (MXB).
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MwuToxoHAapuanbHoe

HacnegoBaHue
MuTtoxoHapuaneHaa OHK
HacrnegyeTca TOMbKO Mo + -
MaTEPUHCKOWU NMNHUN _—‘

Bce aetn 6onbHOMU
MUTOXOHAPpUanbHbIM
3aborneBaHnemM maTtepu

HacrneayT 3TO + | ) _._Q +
3aboneBaHue - \

Y MY>XUUHBI C
MUTOXOHAPUanbHbIM

3aborepaHMemMm Bce AeTu T

oyayT 3400pPOBbI ) . ) + \
Bo3amorkHa reTteponnasmus —
— coYyeTaHue B oaHou

ANLEKNETKE HECKONbKUX

BapmnaHToB MTOHK
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Knaccundpukauma mmtoxoHgpuanbHbIX
oone3Heu

= K1 Knaccy oTHocATCA nepBUYHbIE
AedreKTbl OKUCITUTENbLHOro
dochopunmpoBaHus.

= Ko 2 knaccy otHocsiTca MT bonesHum,
oOycrnoBneHHble MyTauusaMu aaepPHbIX
reHoB, NPOAYKTbl KOTOPbIX
MMMNOPTUPYHOTCA MUTOXOHOPUAMU U
HapyLwarT TPaHCKpUNLUNIO, TPAHCNAULUIO
nnu pennukauuro vm/lHK, Bbi3biBaloT
npssmoe nospexpeHune vmiHK v 1.4.




= Ampoghusi r
3pumesibHbIX
Hepeoe Jlebepa
obycnoBneHa
MYyTaLUAMMN B reHax
MTAHK, keaupyowmx
cybbeaAnHULbI
KOMMnJeKca 1.
Haubonee uacras
MyTauusa - HaAB
11778-M HyK/1I€OTUAE . VIS
reHa ND4 (Apr34o O O
rMC) U MYTaU‘MM B ’ TV I e e




CuHOpowm Jles1 (nodocmpasi Hekpomu3upyrouwast
I 3HUedghasioMmuesionamusi) Takxke OTHOCUTCH K
3TOMY Knaccy.

CuHpgpowm Jlesa yacto
accouunmpyeTcs C
HeJOoCTAaTO4YHOCTbIO
LMTOXPOMOKCHMAA3bI, a TaKXe C
3ameHon T Ha ' B 8933-m
norioXxxeHuu 6-n cyoeamHuUbI
AT®P-cuHTa3bI

(Jlem 56  Apr). ‘
CuvHapom Jless BO3HMKAaET TONMLKO | | \ ’/\
1 Torpa, korgaa mytaHTtHasa MTOHK / “

cocTtaBnseTt He meHee 90% Bceu
mtOHK.

Ecnu npoueHT mytaHTHOU [IHK M(‘ (H
HUXe, TO NPOSABNAETCA CUHOPOM »«(ﬂ ;:;;( M( Sl /; WHC, 4
Heuponamuu, amakcuu v




= CuHgpowm Jlesq,

= [loaocTpasn
HeKpPOTU3UNPYIOLLAA
SHUedasommonaTmsa —
peAKUN HacieACTBEHHbIN
HelpomeTaboanyeckum
CUHAPOM,
nopaxatowmm LIHC.

= B ocHoBHOM 3aboneBaloT
AETU A0 ABYX JIET, HO
6biBaloT cnyyam Korga
6oneT NOAPOCTKYH, U
AaXke B3pocable. Ha
CeroAHAWHNN AeHb
le4eHus JaHHoro
3aboseBaHMsA He n3BecTHO.




» CuHOpOM Heluponamuu, amakcuu u
nuaMeHmHou ducmpodguu cemyamgu
(NARP) moxeT nposaABNATLCSA Kak B
MIliageH4YecTBe, Tak U NO3Xe, BNMOTb A0
2-ro gecaATuneTus Xn3Hu. Y 0onbHbIX
MOryT BO3HUKATb AeMEeHLUUN, cyaoporu,
MOTOCEHCOpPHAaA HenponaTus,
Tyroyxoctb. Hambonee yacton mytauuen
npu cuHpopomMme siBnsertcd 3ameHa T HaC B
nonoxeHuun 8993 reHa AT®a3bl mTOHK.




CuHOpOM HelUpornamuu, amakcuu u
nuaMeHmHou ducmpouu cemyamku

(NARP)




= CUHOPOM MUOKJIOHYC-3nuJsierncuu U peaHbIX
KpacHbIX Mblwe4YHbiXx 80/10kOH (MERRF), KoTOpbIN
NposiBrNseTcA anunerncuen, oeMeHunen, atTakcmen u

MunonaTueu, BO3HUKaeT B Crly4yae MyTauuu B reHe
TPHK.

= CMHOPOM MOXeT NPoSABNATLCSA B AEeTCKOM U
B3pOCJIOM Bo3pacTax.

= Ewe oanH cuHapom, o6yCroBneHHbIN TOYKOBOMW
3ameHou B reHe TPHK, - ato cuHgpom
MUMOXOHOpUasibHOU 3Hyeghasiomuonamuu u
UHCY/IbMONodobHbIx anu3zodoe (MELAS).

= OCHOBHbIMU KNUHUYECKUMU nposBreHnamm MELAS
ABNAeTcA aHUuedanoMmmnaTtusa, MHCYNLTONOAOOHbIE
COCTOSIHMSA, OObLIYHO npexoasiwume, C
BOoCcCTaHoBreHneMm pyHKLUN, CyaAOPOru, anunerncus,
MUrpeHenoao0OHbIe rorfioBHbIe 6onu.




CuHOPOM MUOKIIOHYC-3nusencuu u
| peaHbIX KDACHbIX MbIWEYHbLIX 80JIOKOH

"pBaHi" uepBOHi B0/IOKHa
(RRF)




CnHapOM MUmMoOxoHOpuasibHoU
| sHYyeghannomuonamuu u
UHCY1IbMOornodobHbIx anu3zodoe (MELAS)
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K MTB, oGycnoBrneHHbIM geneyuamMmm unum aynivkaumamu,
OTHOCATCA cUHApomMm KepHca-Calpa (MnonaTtus, Mo3Xe4KkoBble
HapyLeHUs n cepaevyHas HeAoOCTaTOYHOCTb) (oTo)

CUHOpowm lMupcoHa (MONMOYHO-KUCTbIN auua03 U HeAOCTAaTOYHOCTb
noaXXenyao4YHoOmn Xxenesbl), XPOHUYECKasi npoz2peccupyrowasi HapyxHas
ogpmanbmonneausi (NTo3).

NMNoBTOpbLI 1 NoxHoe cnapuBaHue [JHK B npouecce pennukauum CRnyXxuT
NPUYNHON BO3HNKHOBEHUSA MHOXeCTBEeHHbIX desteyuu mmAHK.

Mpn HapyLweHUn B3auMoaencTBuUs Mexay AAepHbIM U
MUTOXOHApPUANIbHbIM FreHOMaMW BO3HUKAKOT CUHAPOM UCMOW,EeHUSs
vMmOHK u cuHdpom MHOXXecmeeHHbIx Oesieyuu mmAHK. O6a aTtun
COCTOSIHUA HacneayrTCs Kak ayTOCOMHO-AOMMHAHTHbIE MPU3HaKMU.

Bornes3Hu AbixaTenbHOU Llenyu MUTOXOHAPUN, OOYCIIOBNEHHbIe
MyTauusMU AAEPHbIX FreHOB, 00beAnHEeHbI B AABe rpynnbl —
MUMOXOHOpuUasibHbIe MUonamuu U MUmMoxoHopuaJsibHble
3HUeghasioMuonamuu, HacneayrTCs Kak MeHAerieBCKue npu3Haku.



4.bone3Hn reHoMHoro
Mn p%JAWB'IE%MHpuHMUHe n 6onesHu

umMnpuHmMuUHaa, 3To Knacc bonesHen,
KOTOpble He COOTBETCTBYIOT MEH/,E/IEBCKOMY
HaC/1e40BAHMIO, TO €CTb, MOXET
HabaogaTbcss odHopodumencbkas oucomus
MW 3KCNAHCUSA MPUHYK/N1€0MUOHbIX
nosmopos

= (cMHapoM AHrenbMaHa, lNpaaepa-Buaan,
bonesHb Anburermepa, CMHAPOM JIOMKOM

= X-XpPOMOCOMbI, BPOXAEHHbIV MOPOK CepAL,a U
T. A.).




bone3Hn MMNPUHTUHrA
(oaHopoAauTenbCcKass OUCOMMSA )




Key

L |[] = affected
50-230

|| = unaffected

L

C

»230  >»230 50-230

a. Young male with fragile X syndrome ~ Same individual when mature b, Fragile X chromosome ¢, Inheritance pattern for fragile X syndrome



» [eHOMHbIU UMIPUHMUH2 — 3NUreHeTU4YecKoe sisfieHue, nNpum
KOTOPOM HacrneaylTcA NU3MEHEeHUSA reHHOW aKTUBHOCTH,
oOyCnoBneHHble POAUTENBCKUM NPOUCXOXKAEHNEM XPOMOCOM
unu nx hparMeHToB, a He CTPYKTYPHbIe NepecTPOnKu
reHeTU4YECKOro martepmana.

= B HekoTOpbIX y4acTKax reHOMa, noaBepPXeHHbIX FEHOMHOMY
UMMPUHTUHTY, 3KCripeccupyemcsi TONIbKO OAUH OTLLOBCKUN UMK
MaTepPUHCKUN annernb, TO eCTb HabnwaaeTca MoHoasl/1esibHas
3Kcripeccusi UMNPUHTUPOBAHHbLIX FEHOB B OTNu4une ot
OObIYHOU AnannenbHOM.

= B TOM cnyyae, ecnvu UMNPUHTUPOBAH MaTEePUHCKUN FeH, TO
3KcnpeccupyeTca OTLOBCKUM annesnb U HaobopoT. Takon
cnocob perynauum padoTbl reHOB CBUAETENbLCTBYET O
He3KBMBarieHTHOM BKnage poautenen B pyHKUMOHMpPOBaHue
reHoma NOTOMKOB, a peHOTUNn4YeCKne NprU3HaKkm,
KOHTpPONMUpyeMble MMMPUHTUPOBAHHbLIMM JIOKyCaMU, MOTYT
NPOABNATLCA B pe3yribTaTe He TOMIbKO MyTaLUuUu reHOB, HO U
HapyLeHuUs 3aNUreHeTU4eCKoOn NnporpaMmmbl perynsaumm reHHou
3aKcnpeccum.




» [lepBOHa4YanbHbIN «OMMIe4YamMoK»,
CO34aHHbIU B NOMOBbIX KINeTKaX, CIYyXWUT
OCHOBaHuMeM ANnA ganbHeUuLwWwunx
MmoaudmkKkauum B pesyrnbraTte
B3anmMoOencTBMU MexXay poauTeribCKUMMU
reHomamMuv v uutTonnasmMmaTuyeCKMmu
cdhakTopamu ANLEKNeTKN BO Bpems
dopmupoBaHUsl NPOHYKreoca.

» lanbHenwune annureHeTu4YeckKkue
Moaudukaumm MoryT NnpmBeCcTy K TOMY, 4YTO
N3MEHEeHUsA B 3KCNpPeccumn reHoB oyayT
cTabunNbHO nepegaBaTbCA B npouecce
Pa3BUTUA KITETOUYHbIX NMOKOJIEHUMN.




= Y YyenoBeKka aEKT UMMPUHMUH2a
oDHapyXXeH B CBSI3U C HAanM4Ynem B
XPOMOCOMHOM Habope dpparMeHTOB UMK
LilenbIX XpOMOCOM O4HOro (MaTepuHCKOro unm
OTLIOBCKOI0) NPOMUCXOXOEHUA — TaK
Ha3blBaemMasi oOHopodumesibCKasi OUCOMUST
(OP/]), HabrntogaeTca Ka4yeCTBEHHbIN, a HE
KONMMYECTBEHHbIM XPOMOCOMHbIN AncbanaHc.
13BeCTHbI ABA OCHOBHbIX MeXaH1U3mMa
obpa3oBaHua OPL: koppeKkuua Tpucommm o
aucomMmun (retepogmucomMmmng), nponcxoadailiasa B
1-M MEeNoTU4YeCcKoOM OeneHnmn, n Koppekums
MOHOCOMMUSA 40 AncomMun (M304ncommsi) — BO
2-M MENOTUYECKOM AENEHUN.




PernoH cuHgpoma MNMpagepa-Bunnm aktmBeH Ha OTLLOBCKOM
Xpomocome (Mpu HaANUYMK geneLmm Ha OTLOBCKOU XpOMOCOMe Uaun

MaTepPUHCKOWN OAHOPOAUTE/IbCKOU AUCOMUN OTCYTCTBYIOT
OTL,OBCKUE reHbl) U He aKTUBEH Ha MAaTEePUHCKOM.

HOPMA

- AKTWBHBIT e fewot CINB CA
MexaHu3Mbl (] HeaxtueHbii rex —(_— I Mar.
BO3HUKHOBEHMUA —l—__ O
CMB uepes Ageneyuio Fews  CNB Ch fews CMB _ CH
y4yacTKa - Ve | | —————— — Mar.
N |

| —— ona || || — s ——one
nuiu OAHOpOAMTEﬂbCKYlO
Anicomnio fewst CNB CA Mfeser CNB CA
no Xp0M0come 15. .

—{__ R Mar.| opHoPOAV{ | —i—{_____}— Mar.

TENBCKARA
——— S O | [aCoMt | | ———{—}— Om

Cwnppom CurHapoMm
MNpapepa - Bunnu AHrenemana
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5. MynbTudakTopHblie 00fne3Hn

» MyJIbmugakmopHbie 6os1e3HU unu
6os1e3HU ¢ HacriedcmeeHHOoU
rnpeopacriosiodKeHHOCMbHO, TaK KaK UX
dopmMmupoBaHume obycnoBaeHO
B3aumMmogencresmem 6osblUOro Uyncna
$aKTOpOB, KaK reHeTUYeCKMX, Tak U
BHEWHeECPEe40BbIX.




MPUYUHbBI BOJIE3HEN C
HACJIEJCTBEHHOM
MPELPACIONOXEHHOCTbIO

[IPUYUNHBI

«CPE[OBbIE
e CEMEUHBbIE

*NOoONYNAUMUOH-HbIE

*TEHETUYECKUE
*'EHbI MPEOPACNO-NIOXXEHHOCTH

* CTOXACTUYECKHUE
*(cny4yauHble)

s'EHETUMECKUN ®OH



K HUM OTHOCATCA 8ce XpoHuU4YeckKue
HeUHeKUUOHHbIe 3abosiesaHusl,
Takue KakKk aumabeT, aTepoCcKnepos,
OpoHXuanbHasa acTma un gp., a Takxe
N30NTMPOBaHHbIE BPOXAEHHbIE MOPOKMU
pa3BuTuAa. Hacrtora aTux sabonesaHuun
AOCTAaTOYHO BbICOKa B NONyNALUN U
HepeaKko OHU MOTYT ABNATbLCH
NPUYNHON cMmepTU (bpoHXManbHas
acTMa, A3BeHHada Oorne3Hb Xxernyaka u
12-nepcTHOM KUWKKN, N, CA,
lwunsodppeHus, anunencusa n ap.).



OAHUM n3 cnocob6oB BbiABNEHUSA TEHOB, KOTOpPbIe
MOryT MMETb OTHOLUEHME K NpeApPacnoIoXKeHHOCTH
K M3, aBnseTca nsyuyeHme accoumayum Mexay
Pa3/IN4YHbIMU reHeTUYEeCKMMU NOAUMOPPHBIMM
cuctemamm u 3aboneBaHmamu. B kauecTBe mepbl
CUAbl accoLMaL UM UCNONb3YeTCA KOIPPULMEHT
Bynbda.

B HacTosiwee Bpems Be4yTCA aKTUBHbIE MOMbITKU
BbiiB/IeHUSI FTEHOB NpeApPacno/IOXKEHHOCTU K
pa3anyHbiMm M3 c nomowbio aHaan3a cuenaieHus
3aboneBaHUM ¢ NOAMMOPPHBIMU FreHETUUYECKUMU
MapKepamu (OAHOHYKA€OTUAHbIN NOAUMOPPU3M).



6. 3aborneBaHudA, OOYCIOBMEHHbIE
npenmyLecTBeHHO delcmeuemM
8HeWwHecpedosbIX hakmopos -
9TO TpPaBMbl, YacTble
MHJEKLMOHHbIE 3aboneBaHuA.




BnuaHue KypeHuUAa Ha nerkue
yerioBeka

7

U nonyuute nenenHbIe nerkue...

.
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