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MoHOreHHble 0one3Hu

IMOAYHUHAKOTCA MCHACJIICBCKOMY HACJICIOBAHHUIO,
B UX OCHOBC JICKAT CAMHNUYHBIC I'CHHBIC NJIU
TOYKOBBIC MyTallnH1

I10 THUIIY HACJIC/IOBAHNW .

. ayTOCOMHBIE (JOMHUHAHTHBIC U PEIIECCUBHEIC)
. X-CIIEIUICHHBIE (AYyTOCOMHBIE U IOMUHAHTHBIC)
. Y-CIICIJICHHEIE

. MUTOXOHJpHAJIbHBIC (LIUTOILIa3MAaTHYCCKHE)



MoHOreHHble 6one3Hu

© 10 DpenMylIeCTBEHHOMY MOPAYKEHUIO BUAA OOMeHa:

* OOAE3HU AMUHOKHUCAOTHOTO OOMEHA;

* ODOAE3HH JTAEBOAHOTO OOMEHA;

* OOAE3HU AUIIHUAHOIO;

* OOAE3HH OMOCHHTE32 KOPTUKOCTEPOMAOB;

* OOAE3HH IIyPHUHOBOI'O U ITMPAMUAHMHOBOIO OOMEHA,;

* 0oAe3HH NOP(MUPHUHOBOTO U OMAUPYOMHOBOIO OOMEHA;
* OOAE3HU SPUTPOHA;

* OOAE3HU METAAAOB;

* OOAE3HU TPAHCIOPTA CHCTEM IIOYEK;

* 0OOAe3HH AUMOIIUTOB H ACUKOITUTOB.



B pesyibsrare MyTaiu reHa Ha
MOJIEKYJIIIPHOM YPOBHE BO3MOKHBI
CJICAYIOIINE BAPUAHTHI:

* |) cuHTE3 aHOMAJILHOI'O O€JIKa;

* 2) BEIpaOOTKA N30BITOYHOI'O KOJIMUECTBA
0enKa;

* 3) OTCYTCTBHE BBIPAOOTKH HEPBUYHOIO
OPOIYKTA;

* 4) BbIpa0OTKA YMEHBIICHHOTO
KOJIMYECTBA HOPMAJILHOI'O O€JIKa.



MyTauum B reHe CHUXeHue aKTUBHOCTU (pepMeHTa

pepMmeHT 2
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\ CHUXeHue Konu4ecTea NMpOAYKTOB peakumu

YBenuueHue coaepxaHus NpousBoAHBIX cybcTparta
B Buonoruyecknx XuUAKocTaxX UMU TKAHAX



KnvHn4ecKkne mposiBICHUS TEHHBIX O0JIE3HEM,
TSKECTh U CKOPOCTh UX PA3BUTHUS 3aBUCST OT

* 0COOCHHOCTEH I'€HOTHUIIA OPraHU3Ma (2EeHbl-
MOOUDUKamopwl, 003a 2eH08, BPeMsl
Oelcmeusi MymaHmHo20 2eHd, 20MO- U
2emepo3ucomuocms u op.),

* BO3pacTa 0OJILHOTO,

* YCJIOBUH BHEIITHEW Cpeabl (INTAHUE,
OXJIAXKICHHUE, CTPECCHI, IEPEYTOMIICHHUE) 1
APYTux (PaKTOpOB.



* OCOOCHHOCTBIO T'€HHBIX (KaK ¥ BOOOIIE
BCEX HACJICJICTBECHHBIX ) OOIC3HEN
SABIIICTCS UX 2eMEPO2EHHOCHL. DTO
03HAYaE€T, UTO OJIHO U TO XK€
(PEHOTUIIHNYECKOE IIPOSBICHUE OOJIC3HU
MOJKET OBITh O0OYCIOBJICHO MyTAaLASIMU B
PA3HBIX I'€HAX WU PA3HBIMHU MYTalUSIMU
BHYTPH OJIHOTO reHa. BriepBrie
reTEPOTrCHHOCTh HACJICACTBECHHBIX
Oone3Her Obuia BeisiBiaeHa C.H.
JlaBuJICHKOBBIM B 1934 T



[InarHoCcTUKa HacnegcTBeHHbIX
oonesHen ooMeHa BeLlecTB

eH

1

Benok

1

MeTtabonuthli

1

OHK-gnarHoctMka OH3nmmogmarHoctuka XpomaTtorpaguyeckune munu

n apyrme metoabl
aHanu3a oenkos

OPYrMe KONMMYeCTBEHHbIE
MeToabl




AyTOCOMHO-AOMWHAHTHbLIN TUN
HacrneaooBaHUs

i 0

Unaffected U ff ed Affec ed
child




[Ipr ayTOCOMHO-TOMHUHAHTHOM THIIE HACJICIOBAHUA
TETEPO3UTOTHOE HOCUTEIBLCTBO MYTAI[UM OKa3bIBACTCS
AOCTATOYHBIM JJ1s IPOSIBIICHUS 3a00JICBAHUS.

HpI/I 9TOM MAJIBY9UKH U ICBOYKHU ITOPAKAOTCA OJHMHAKOBO.

B K0JIM4eCTBEHHOM OTHOIIICHUU JOMHHAHTHBIX 3a00JICBaHUI
OOJIBIIIE, YEM PELCCCUBHBIX.

B otinyue oT pereCcCUBHBIX, TOMUHAHTHBIC MYyTAIllUM HE IPUBOJISIT
K MHAKTUBALMU (PyHKIMH Koaupyemoro oenka. Mx apdekr
00yCJIOBJICH TU00 CHIXKEHUEM J03bl HOPMAJIBHOIO ajie-jis (Tak
Ha3bIBa€Masl rarIOHEA0CTAaTOYHOCTh ), TU0O0 MOSBICHUEM Y
MYTaHTHOI'O O€JIKa HOBOT'O arpeCCUBHOIO CBOMCTBA.

BeposstHOCTh pokeHHs OOJBHBIX JIETEW B Opake reTepO3UrOTHOTO
HOCHUTEJS IOMUHAHTHOM MyTalliU CO 3JJ0POBBIM CYIIPyrOM
(cympyroit) coctaBiset 50%.

AyTOCOMHO-JIOMHUHAHTHBIC 3a00JI€BaHUS YaCTO HOCIT CEMEHHBIM
XapaKTep U NepeaaATCs U3 IIOKOJICHUS B MOKOJCHUE WUIIH, KaK
TOBOPSIT, KO BEPTUKAINY, IPUYEM CPEAU POACTBEHHUKOB TOJIHLKO
CO CTOPOHBI OJTHOTO U3 POAUTEIICH OOJBHOIO



YacTtoTa HEKOTOPbIX ayTOCOMHO-
AOMUHAHTHbLIN 3aboneBaHun n %

HOBbIX CJly4YaeB

[TpoueHT cayyaes
3atoneBaHue YacToTa B NONyAsSuMyM B pe3yabTare MVTalluu

de novo

AXOHIPOTIA3U A 1/100 000 80

FeHTUHTTOHA ©60J1€3HL 1/14 000 4

MapdaHa cuHnpom 1/10000 30

MuoTorunyeckast 1/10000 25
aucTpodhus

Heitpohpubpomatos 1 /4000 40
1-ro Tvna

HecoBepucHHBIA 1/5000 2
ocTeorcHes

Occuduuupyroiumnin 1/1 500000
MUO3UT

Snepca— dauao 1/5000
CMHIPOM (BCE HOpMbL)




2.2 AyTOCOMHO-peLleCCUBHbLIU
TUN HacrnegoBaHUSA




2.2 AyTOCOMHO-pEeLIeCCUBHbLIU
TUN HacrnegoBaHUSA

Q UnafMected

cimrar

Unaffected chia Unalfecsed Unaffected Alfectiod chia
carsier Cild carier cnild




AyTOCOMHO-peLeCCUBHbIN TUN
HacrnenoBaHUSA C KPOBHOPOACTBEHHbLIMU
Opakamu




AyTOCOMHO-peLecCCUBHbIU TUN
HacrnenoBaHUsA C
KPOBHOPOACTBEHHbIMY OpakamMmn

B] heterozygous male B homozygous male
@ heterozygous female @ homozygous female
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AyTOCOMHO-peLecCUBHbIe

IIpU OpaKe ABYX I€TEPO3HIOTHBIX HOCHTEAEH OAHOIO M TOIO IKE
MYTAaHTHOTO PEIECCHBHOIO TI€HA B cpeaHeM JO0% Odemeu
Ppernomunuuecku  mozym  6vims  300p06bI, HO  ABAAIOMICA
HOCUINEAIMU MYMAHINKO20 DEUECCUBHOZ0 2eHa;

- 2J% Oemedt TIOAyIAT MYTAHTHBIA PELIECCUBHBIM I'€H OT OOOMX
POAUTEACH U OY0VMm nopacerus: HACACACTBEHHBIM PEIIECCUBHBIM
3200A€BaHUEM (TOMO3UTOTHI);

- 2J% 6v0ym 300p06b2 HEHOTUITNIECKA M TEHOTUITHICCKH,

- 002 TTOAA TOPAKATOTCA OATHAKOBO;

- B POAOCAOBHOM IIPH TAKOM HACAEGAOBAHUH 3200AEBAHUE MOJKET
IIPOCAEKUBATHCA 20 20PU30OHMAAU, TIOBTOPATHCA YEPE3 OAHO HAU
HECKOABKO ITOKOACHU,

- Y OOABPHOTO POAUTEAS POKAAIOTCH 3AOPOBBIE ACTH;

- B CAy4Ya€ KPOBHO-POACTBEHHBIX OpPaKOB MEKAY POAUTEAAMH
IIPOOAHA2  HAOATOAAETCH  YBEAMYEHHs  YHCAA  OOABHBIX B
POAOCAOBHOU



YHacToTa HEKOTOPbLIX peLeCCUBHbIX
3aboneBaHMn U YacToTa

retepo3nmroTtHoOro HOCMTenbCTBa

Yactora cpenm

3aboneBaHue
HOBOPOXIEHHbIX

YacroTel reTeposHroT

MykoBuCcLMA03 l/ 1600 — 1/30()0 1/2() - 1/28

AIpeHOT¢HUTAIbH bl

1 1
CHEIPOM /5000 /33

DeHUIKETOHYPHS] 1/10 000 /50

lanakTozeMus 1 /98 000 V77

ANBOMHU3M TJ1a30K0X-
HBII TUpa3MHA30HeTd- L /40 000 /100
TUBHBIN

ANKanToHypHst 1/100 000 1/160

TOMOL HCTUHYP ST 1 /150 000 1/195




2.3 X-cuenrneHHbLIN

Hocurens- 3nopoB Hocurens- 3pnopoB
HHULA HHLA

Ax XAY YXI
3noposa Hocurenb- 3nopoR  Bonen
HHIA
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X-cuenrneHHbIN peLecCUBHLIN

Unaffected Unaffected
father carrier mother
I I ] ’ LEGEND
1 S ) |
l RECESSIVE DOMINANT
GENE GENE
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Unaffected Unaffected Unaffected Affected
son daughter carrier daughter son
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X-cuenrieHHbIN peLecCUBHbLIN

32a00AEBAHUE HAOAFOAACTCH V MYHCUUH-DOOCINEEHHUKOE
npobarnda 1o MATEPUHCKON AMHUH,

CHLHOB8bA HUKO20a He HAC1e0Y10Mm 3a00.1e8anUue Omuyay,

y OOABHOIO OTITA BCE E€ro AOYEPH 3AOPOBBL U SABAAIOTCS
IE€TEPO3UTOTHBIMU HOCUTEAIMU HATOAOTMYIECKOTO I'€HA;

€CAM JKEHIITMHA fBAACTCH I'€TEPO3UTOTHBIM HOCHTEAEM
IMIATOAOIMYECKOIO TI'€HA, TO IIOAOBMHA €€ CBhIHOBEH
OOABHBI, 2 BCE AOYEPU 3AOPOBBI, IIPUYEM IIOAOBHHA
AOYEPEN - T'ETEPOZUTOTHIE HOCHTEAW ITATOAOTHYIECKOTO
reHa.



X-cuenrieHHbIN peLecCUBHbLIN

HEeCaxapHbIA AUa0CT

Ae(ULUT TIIFOK030-6-(hochar-aeruaporeHas3bl
MBIIICYHas aucTpodus JromeHa

remopuiiug A, B

MUXTHO3

CHUHJPOM AapcKora



2.4 X-cuenneHHbIN
NOMWHAHTHbLIU

X-linked dominant, affected father X-Enked dominant. affected mother

Affected Unaffected Unaffected N\ Affected
father mother Lather i mothes
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X

B Affected
Unaffected
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B Unaftected
[ JANectes

e e

Unaffected Affected Unaffected Affected Usstiected Alfected
son daughter son daughter Lo daughies
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2.4 X-cuenneHHbIN
NOMWHAHTHbLIU

a
XlXA YXA Xle
bonsHa 3mopoB  BombHa 3mopoB Bonsna  Bonen 3moposa  3mopoB
a (7]




X-cuensfieHHbIK AOMUWUHAHTHbLIU

® y borbHO20 npobanda 06a3amenbHo 601eH 00Ul
U3 pooumeeu,

® y OOJILHOTO OTIIA BCE 10YEPH OOIBHEBI, & CBIHOBBS
3JI0POBBI;

® y 0OJIbHOU MaTepu PaBHO BEPOSITHO POXKICHUE
OOJILHOI J10Yue€pHr U OOJIBHOT'O ChIHA;

® y 300pPOBBIX POJUTENCH BCE IECTH OYIYT 310POBBHI;

® fonvHblX JHceHW U 6 2 pa3a 6obuLe, UCM
OOJIbHBIX MY>KUYMH




X-cuensfieHHbIK AOMUWUHAHTHbLIU

docharquadeT

cugapom Perra

cunapom Kodduna-Jloypu
cuaapoml oibiia

v JIp.
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Y-cuenneHHoOe HacnegoBaHue

B Y-xpoMocome HAXOAATCH T'€HBI:
AETEPMUHUPYIOIINHT PAa3BUTHE CEMEHHHKOB,
OTBEYAFOIITII 32 CIIEpMATOICHE3 (dakrop

a300CIIEPMUMN), KOHTPOAUPYIOIINH HHTECHCUBHOCTD
pOCTa T€Ad, KOHEYHOCTEH M 3YOOB, OIIPEACAAFOIITII
OBOAOCEHUE VIITHOU PAKOBUHEL.

npusnax nepeoaemica 6cem MalbUUKaAM,

npusHax nPoL6.aAemca MmoAsK0 Y AUY MYHCCKOZO
no.1a,

ITATOAOTHIECKHIE MYTAITHIH, 3ATPATUBAIOIIIIE
dopMupOBaHIIE CEMEHHUKOB HAH CIIEPMATOICHES,
HACAEAOBATBCA  HE  MOIYT, TAKHE  HHAHUBHABI
CTEPUABHBI



2.6 MuToxoHgpuanbHas
HacneaocTBeHHOCTb

Mitochondrial

Unafected Affectec Affected Unaffected
father mother father mother

X | 1B
’ ‘“!

I\ ) . ’ . .
(y Uy U\l
':{1 ? ',, i J l IL.;

Affected children Unaffected children

- Unaffected
[] Atected




2.6 MuToxoHgpuanbHas
HacneaoCcTBeHHOCTb




LinTonnasmatunyeckas
HacnegcTBeHHOCTb

® arpocbus spureabnoro Hepsa Aebepa;

® MUTOXOHApPHMAABHAS MAOIHITEDAAOIATHS;
® cunapom Aes;

® 6o0aesnp Kepuca—Ceiipa

T.K. usmererus MumoxoHOPUAIBHO20 2eHOMA NPUE00AN!
K Hapyuenusm nupyéanoezuopozerasrozo KomMniexed,
depexmam Qepmeninos dvLxamenvol yent, bema-oKucIeHus
u yursa Kpebca, 6 xaunuueckod Kapmiue
MUIMOXOHOPUANBHBLX 3A00.166aHUl 6EQVIUMY AENA101ICA
mancenvre nopascernus L IHC, opearos 3penus, cepoya u
Mutity.



HaciaencTBeHHBIC
00JIE3HU
AMUHOKHUCJIOTHOTO
oOMeHa






* YV OOJILHBIX HAPYIICHO NPEBPAIICHUE
AMUHOKHCJIOTHI (heHuna1aHuHa B mupo3uH
M3-3a PE3KOr0 CHUXKCHUSI aKTUBHOCTH
dhepMeHTa henunananunzuopokcunasnl. B
pe3yabTare coAacpKaHue (PCHUJIAJJaHUHA B
KPOBHU M MOY€ OOJILHBIX 3HAYUTEIIHLHO
Bo3pacraet. Jlanee (heHuIanaHuH
IPEBPAIACTCS B (heHUTINUPOBUHOZPAOHYIO
KUC10my, KOTOPasl SABIISICTCS HEUpoOmponHvm
A00M U HapylIaeT (POpMUPOBAHUE
MHEJIMHOBOM 000JI0YKH BOKPYT aKCOHOB
IICHTPAJIbHOU HEPBHOU CUCTEMBL.



* DeHUNIKEMOHYPUSA BCTPEIAETCA B CPENHEM B
MHUPOBOM Macitade ¢ yactorou 1 Ha 1000
HOBOPOXKJICHHBIX.

* Jlokyc ((peHMIrnapoKcuIa3bl) PaciooKeH B
IUIMHHOM 1u1e4e 12-it xpomocomel. B HacTos11IEE
BpEMS BO3MOKHA MOJICKYIIPHO-TCHETUYECKAS
TAArHOCTHKA Y BBISIBJICHUE I€TEPO3UTOTHOTO
HOCHUTEJIbCTRBA.

* boae3Hb HACIEAYETCS 110 AymOoCOMHO-
peueccusHomy muny.

* MI3B€CTHO HECKOJIBKO (POpM (PEHUIIKETOHYPUH,
KOTOPBIC Pa3JIMYAIOTC 10 TSHKSCTU IIPOTCKAHUS
0oJIe3HN. DTO CBI3aHO C Hann4ueM 4-X aiieneu
reHa 1 UX KOMOWHAITUAMH.



PeOCHOK ¢ (PEHUIKETOHYPHUEH POKIACTCS 3IOPOBBIM,
HO B IIEPBBIC )K€ HEACIIU B CBSI3U C IMOCTYINICHUEM
(beHMIIaJaHWMHA B OPraHU3M C MOJIOKOM MaTepu
pPa3BHUBACTCS

* IIOBBIIICHHAS BO30YIHUMOCTb,
* CYIOPOXHBIM CUHAPOM,
* CKJOHHOCTB K JIEpMaTUTAaM,

* MOYa M MOT OOJIBHBIX UMEIOT XapaKTCPHBIM
«MBIIIHUHBINY 3allax,

* B NOCJIEAYIOIEM 0€3 JICUCHHUS MPOUCXOIUT
3a7epKKa ICUXOMOTOPHOI'O Pa3BUTHS U
OJIMTO()PEHHS.
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BonbLMHCTBO
OOSbHbIX -
ONMoHOWHBI CO
CBETION KOXen =
n ronyobimu ,;‘
rnasamu, YTo - .
onpegensetca . ..
HEOOCTAaTOYHb! '- G
M CUHTE30M
NMUrMeHTa
MenaHuHa




[lnarHocTuka

* [Ipon3BOAUTCS MONYKOIUYECTBEHHBIM TECTOM WU
KOJIMYE€CTBEHHBIM ONPEJICTICHUEM (DeHUIIAIaHNHA B
KPOBHU.

* [Ipu HEJIEUEHHBIX CIyYasix BO3MOKHO BBHISIBIICHUE
IPOAYKTOB pacnaga (peHUIaIaHuHA
(beHmakeToHOB) B Moue (He paHee 10-12 gHs xu3HU
peOCHKA).

* Tak>xe BO3MOXHO OIPEAECICHUE AKTUBHOCTH
depMeHTa peHUIaTaHUHTUAPOKCHUIA3bl B OMOIITATE
IIEYCHU U ITIOMCK MYTallii B TEHE
(eHUIaIaHMHT U IPOKCUIIA3HI.



IleyeHne n npodunakTuka

* [Ipu CBOEBPEMEHHOM NUATHOCTUKE ITATOJIOTMYECKUX
N3MEHEHNI MOKHO ITOJTHOCTBIO M30€KaTh, €CIIN C
POXKIEHUSA U 10 ITOJIOBOTO CO3PEBAHUS OTPAHUYMNTH
NOCTYIUICHHUE B OpraHu3M (DCHUJIAJIaHWHA C MUILCH.

e [lo3gHEe HAYaAJIO JiIeUeHUS XOTS U TAET
onpeeneHHbIN 3(P(DEKT, HO HE YCTPAHSIET
PA3BUBILIMUXCS paHEE HEOOPATUMBIX H3MECHEHU
TKaAHM MO3ra.



INNeyeHne n npodomnakTuka

* [Ipu poxxaeHnu peO€HKa B poaaoMax Ha 3-4
CYTKH OCpyT aHAJINU3 KPOBHU U IPOBOLAT
HEOHATaJIbHbIM CKPUHUHT JJIs1 OOHAPYKECHHUS
BPOKICHHBIX 3a00J1€BaHNM OOMEHA BEILIECTB.
Ha »ToM 3Tane BO3MOKHO OOHApyKEHHUE
(P€HUIKETOHYPHH, U, KaK CIICACTBUE,
BO3MOKHO pPaHHEE HAYAJIO JICUCHMS AJ1s1
IpeI0TBPALCHUS HEOOPATUMBIX IOCIICACTBUM.



INeyeHne n npodomnakTuka

* JleueHue npoBOAUTCS B BUJIE CTPOTrOM JUETHI OT
OOHapyKE€HHUS 3a00JI€BaHUSI KaK MUHAMYM JI0
I10JIOBOT'O CO3PEBAHUSA, MHOTHME aBTOPLI
OPUACPKUBAIOTCS MHEHUS O HEOOXOAUMOCTH
MOKU3HEHHOU TUETHI.

 JlueTa UCKIOYAET MSICHBIE, PhIOHBIC, MOJIOYHBIC
IIPOAYKTHI U IPYTHUE NPOAYKTHI, COACPKAIIAE
’KNBOTHBIN 1, YACTUYHO, PACTUTECIILHBIN OCIIOK.

* Jlepuuut OCIKa BOCHOJHICTCS aMUHOKHCIOTHBIMHU
cMecsiMu 0e3 (peHutanannHa. KopmieHue rpyabro
AeTer, OOIBHBIX (PEHUIKETOHYPHEH, BO3MOXKHO U
MOYKET OBITh YCIICIIHBIM IIPU COOJIIOICHUN
HEKOTOPBIX OTPAHUYCHUM.






* Hekotopsie (Msrkue) GopMbl 3a001€BaHNS HOAIAIOTCS
JICYCHHUIO KO(AKTOPOM (TETparugpoOrMONTEPUHOM )
OpaX€HHOIo (pepmenTa ((peHUIaTaHUHTAAPOKCHUIA3HI).

* Pa3pa0arbeIBalOTCS HOBBIC MOAXO/IbI K JICUCHUIO
(P€HUIIKETOHYPHUH — HCIIOJIb30BAHUE 3aMECTUTECIBHOM
Tepanuu PpeHuIananuaiIma3zon (PAL) — pacTuTenbHBIM
(bepMEHTOM, IPEBpALIAIOIINM (PCHUIAIAaHUH B
O€3BpEIHBIE META0OJUTHI, U TEHOTEPAINSI HA OCHOBE
BBEJICHUS B OPraHU3M BHPYCHOI'O BEKTOPA,
COAECPIKAIIEro reH (peHUIATaHUHTHAPOKCHUIA3bl. DTH
METOBI IOKA HE BBIIIIN U3 CTCH JIAOOPATOPHI.
ATtunmuHbie (DOPMBI HE TTOAAATCS JUCTOTECPANINU U
JI€Yarcs TOJBbKO BBEICHUEM IPEIIapaToB
TETPAruAPOOHOIITEPUHA WIIN €0 CHHTETHYECKUX
AHAJIOTOB (CAIIPOIITECPUH ).



HaciaencrBeHHEBIE
00JIe3HU
COCIMHUTECIHLHOU
TKAHU






Cunapom Mapdana (boje3Hb
Mapdana, Marfan syndrome) —

ayTOCOMHO-JOMHHAHTHOE 3a00JICBAHUE U3
I'PYINEI HACIEACTBECHHBIX NATOJIOTHM
COCINHUTEIIHLHON TKAHM.

CuHApPOM BBI3BaH MyTallUSIMH IT'€HOB,
KOJAUPYIOIIUX CUHTE3 [NIMKOIPOTEHHA
¢uoprrHa-1, u SBIseTCS
IIEUOTPOITHBIM.

3a00JICcBaHUE XapaKTEPU3YyETCs pa3InIHOM
[IEHETPAHTHOCTBIO M AKCIIPECCUBHOCTHIO.



* [IprunHa OOJIC3HU -- MyTaLYs B
I'€HE, OTBETCTBEHHOM 3a CHUHTE3
OeJIKa COECIMHUTEIIbHOTKAHHBIX
BOJIOKOH (pMOpHIIJIMHA.
bJIOKMpPOBAaHHUE €r0 CUHTE3a
[IPUBOJIUT K ITOBBIIIICHHOU
PACTSHKMMOCTH COCIMHUTEIILHOU
TKaHM.



Inheritance of Marfan Syndrome

Father
(With Marfan Syndrome)

Mother
(Without Marfan Syndrome)

Normal Gene

|oefecuveeene.

\

|

|
l\l

Child Child Child Child
(With Marfan Syndrome) (Without (Without (With Marfan Syndrome)
Marfan Syndrome) Marfan Syndrome)




B knaccuyeckux
CIIy4asx JIUIa C
cuHapoMoM Mapdana

* BLICOKH
(AOJIMXOCTEHO-
MEJIHA ),

* UMEIOT YAJIMHCHHBIC
KOHEYHOCTH,

* BBLITSIHYTHIC MAJIbIIbI
(apaxHOJAKTUIINS) U

* HEIOPa3BUTHUE =
“KTTDOROU KTTeTUATKU




ApaxHoOaKTUunus




IHomumo

XapaKTEPHBIX
M3MEHEHUM B OpraHax
OIIOPHO-JBUTATEIILHOIO
arrapara,
HaOIrOIaeTCs

[IATOJIOTUS B OpraHax
3PEHUS U

CEPACYHO-COCYAUCTOM
CUCTEMBI, YTO B
KJIACCUYECKUX
BApUAHTAX COCTABIISECT

mpuaoy Mapgana.




TecT 3anacTbs

/

Elongated finger and arm bones




TecT O0oNbLIOro nanbLua




BOonbHbIX C CUHOPOMOM
MapdaHa otnuyatoT
BbICOKUW POCT,
ONVHHbIE
naykoobpasHbie
nanbubl, Aedopmauuns
rPyOHON KNETKU
(BOpoHKOOBOpa3Has,
KnnesuaHas,
ynnoLieHHas),
nyocKkocTonue.




Hepenko uMeroT MECTO YXYALICHUE
3pEHMS, U3MEHEHHUE (POPMEBI U pa3zMepa
XPyCTaAJIMKA, 3HAYUTEIIbHAS MUOIIHS
BIIJIOTH 10 OTCJIOMKH CETYATKHU,
reTepoXpoMus (pa3HOE OKpAIIMBAHUE
YYaCTKOB Pay>KKH); MOJABBIBUX
XpyCTalluKa, Karapakra, KOCOIasue.

* [loMUMO mEpEUUCICHHOTO, ’ l\
npu cuaapome Mapdana 1/
XapaKTEepHBI BPOKICHHBIC |
IIOPOKHU Cep/Iia,
pPacCIIUPEHUE a0PThI C
pPa3BUTHEM aHEBPU3MBI.




e JleueHrie B OCHOBHOM
cuMIromarnueckoe. llomoxxurenpbHoe
JICUCTBUE OKA3bIBAIOT MACCAXK,
neueOHas (PU3KYIbTYypa, a B PAJIC
CJIy4aeB ONEPATUBHOE
BMEIIATEIbCTBO. bOJbIIOE 3HAYECHUEC
MMEET PaHHSIA JMAarHOCTHUKA
3200JIEBaHU.

* YacTtora cuHapoma MapdaHa B
nonyisuuy paBHa 1:10.0(1:15.000).






MYKOITOJIHCAXAPHIO3







MykomoJsimcaxapuao3bl

['pynmna HacaeaCTBEHHEBIX (reHETHYECCKUX)
00JIC3HEH,y BHI3BAHHBIX AaHOMAJIHUSIMHU OOMEHAa
MYKOIIOJIMCAXAPUA0B U MPOSABIISIOIIUXCS
pPa3IMYHBIMUA AC(DEKTaMH KOCTHOMy XPSILCBOM,
COCIMHUTEIIbHON TKaHEU

Mykonosmcaxapu103b6l OTHOCAT K JIM30COMHBIM
00JIC3HSM HAKOILICHUS



ITHUOJIOI' A

TCHETHYECKUM JEPEKT (DEPMEHTHOIO
PACIICIUICHUS YIVIEBOJHOM YaCTH MOJIEKYIIbI
MYKOIIOJICaxapuaoB ([NIMKO30aMHHOITINKAHOB), B
TKaHAX (IIpenuMyInecTBEHHO B puOpodnacTax u
ME3CHXUMAJIbHEIX KJICTKaX) HAKAILTUBAIOTCS
xouopoumuncyiohpam B nlnmm
2enaparmMonocyivghams, 4T0 BEIACT K
HETIOJTHOIIEHHOMY CTPOCHHUIO COECIIMHUTEIIbLHON
TKaHU



CHMIITOMOKOMILIEKCHI

Hapymaercsa (pyHKIIHOHAJIBbHOE COCTOSTHHAE PA3JIMYHBIX OPraHOB U
CHCTEM, a MOCKOJbKY IVIMKO3AMHHOIJIMKAHBLI BXOAAT B COCTaB
COCTUHUTEJIbHON TKAaHH, TO BeAYUIMMH I[POABJICHUAMM
MYKOIIOJIMCAXAPU/T03a ABJIAIOTCH

CUCTEMHOE MOPAKEHUE CKeJIeTAa (AHOMAJIUU PAa3BUTHS)
nopaxxenne OJIA (KOHTpPaKTyphbl)
3a/IePKKa PU3UYECKOr0 pa3BUTHA

MOpPa’KEHUEM HEPBHOM CHUCTEeMbl (NPUBOAAILIEEe K THKEIOMY
CJIA00YMMIO — IeMEH MU )

nopaskeHue rja3s

MOpakKeHWe BHYTPEHHUX OPraHoB (remarocrjieHOMeraJsius,
CEPACYHO-COCYAUCTASI HEAOCTATOYHOCTD)



THUIIbI

1 TUII- CUH/IPOM I'YPJIEP

2 TUI- CHHJAPOM XAHTEPA

3 TUIl- CUHJIPOM CAHOWJIUIIIO
4 TUIM- CHHAPOM MOPKHO

6 TUIl- CHHIPOM MAPOTO-J1AMU
7 TUII- CUHJIPOM CJIAS




1 TUII- CUHPOM TI'YPJIEP

T'osroBa yBesimueHna

BoipaxkeHsbl JI00HBIE OyIPbI

Llest mouTH OTCYTCTBYET

PocT pe3ko ymMeHbIIIeH

A3BIK yBeJHYEHy 3YObl MEJIKUE

XapaKkTepHO CTPOEHHE JIUIA

=3aMaBIIAs MEPEHOCHIA

=I'yCcThbie OpPOBH

= KBBIBEPHYTHIE HO3APUD

=TOJICTbIE I'YObI U A3bIK
=HU3KO0 IMOCAKCHHbIC YIIHN




1 TUII- CUHIPOM TI'YPJIEP

[’ pynHas KieTka yKOpodeHa
OrpaHvyeHa NOJABUKHOCTH B
CyCTaBaX, KOHTPAKTYPHI
['emmarocruieHOMeranus
[IyriouHas u maxoBasi IPbIKHU
CKIIOHHOCTh K XPOHUYECKHAM
PUHUTAM

[IIymMmHOE HpIXaHUE, OABIIIKA
BO0OXMOXHO artHO? BO CHE




S years 8 years

A. Mucopolysaccharide storage disease type | (Hurler)

Dysostosis

Joint

multiplex contractures
C O
~ i
] = male O - female

0 = Hunter syndrome

X-Chromosomal inheritance




HEBPOJIOT'MYECKUU CTATYC

TUIIEPTEH3UOHHO=THUAPOIIE(DaTbHBIN
CUHIPOM

ai(@y3Has MbIIEYHAS THITOTOHUS

MIOBBIIICHUE CYXOXKHUJIbHBIX
pedIIEKCOB

o0I11ad IBUTaTeIbHAaA
3aTOPMOKEHHOCTD

CHI)KCHHE MHTEIIJICKTA U
OcJIa0JICHHE CiIyXxa




ODTAJIBMOJIOI MYECKUE CUMIITOMDBI

['uneprenopuszm
['ycThie pecHULBI

IlacTo3HbIE BEKH
MakpokopHea N\ e

KOHBIOHKTHBA BEK M IVIA3HOTO S0JI0Ka [MAaHOTHYHA,
OTEYHA

YToleHne 1 NOMyTHEHHE TTyOOKHUX CI0EB
POTOBUIIBI

YHacTo BBIABIISAETCS 3aCTOMHBIA JUCK 3PUTEIHLHOIO
5(50) %]



CEPJIEYHO- COCYJIMCTASI CUCTEMA

XapakTepHbl UBMEHEHHUSA CO CTOPOHBI
= KJIAIIAaHOB CEepla
= MUOKapja

= DHJIOKapaa
= KPYIIHBIX apTEPUN B TOM YHCJIE
KOPOHAPHBIX COCYJIOB

CUCTOJIHYECKUN LIYM,
NPUIJIYHICHHbIE TOHBI,
pacuiMpeHue rpaHuil cepalay Ha
IKI' — nuddy3noe nopaxenue
MHOKap/aa




MIIC 2 TUIIA - CUHAPOM XAHTEPA

TUII HACJIIEJOBAHMUS — X-cuenjieHHbIN
YACTOTA BCTPEYHAEMOCTH - 1:70000




MIIC 2 TUIIA - CUHIPOM XAHTEPA

HEJIOCTATOYHOCTh  CYJIb(JO
UypOHAT Cylb(arassbl

o [lonTum 2A -
TSKEJIO€ TEUCHUE
e[loaTum 2B —
YMEPEHHOE TCUCHUE
Kimanuecku
=HU3KUU POCT
=rpyObIC YEPTHI JIMIIA
=MaKpOIJIOCCHS
=KOpPOTKas IIest
=KOI'T€OOpa3HbIC KUCTHU




6 MecsILEB o

1,5 rona : ‘o 2 rox

6 JIeT




ITPOI'PAMMA OBCUIEAJOBAHUNWA
bOJIbHbIX C MIIC

[ eneamornueckum MeTOq

MeTon KJIMHUYECKOTrO aHaJIn3a
PeHTreHO=(DyHKIIMOHAIbHBIE METOIbI
buoxumMmnyeckue MeTOObI
Mopdonornuyeckmue METOIbI
[LluToxuMHU4YeCKUU aHaJIU3

MosekyIapHO=TEHETUYECKUN aHAJIN3



KIIMHUYECKAA TUAT'THOCTHKA

Brigenenne iaBHbIX CUMIITOMOB U
IIPU3HAKOB, IIPUCYIIUX KaxaoMy Tairy MIIC




JIABOPATOPHASA JJUAT HOCTUKA

Ckpunmnar= tectbl (cyrounas moua Ha ['Al’ — mpoBoguTcs
B Jjabopatopur MeIUKO=reHeTUYECKOM KOHCYJIbTaI[iH
HOJIKDB)

OnpeneneHne aKTHBHOCTH JHU30COMANIBHEIX (DEPMEHTOB B
1a3Me, JISMKOIMTax KpoBH u/mimm pudpoodiracTax

HK=- amanu3 (BBIABICHHE MYyTallid TCHOB Pa3IMYHBIX
TI/IHOB MIIC u Bepudukanmm aguarfosa 3a00JICBaHN)




SJIEKTPODOPE3
[AT
MOYU

['EITAPAH Il s Al JEPMATAH KEPATAH

JEPMATAH

CVJIb®ATA CYIIL®ATOR

CVJIb®ATA CVYIIb®ATA




JIEHEHUE

1. CUMIITOMATUYECKA S TEPATIUS
-MEJIUKAMEHTO3HAS
-XUPYPITUUECKAS
-OU3UOTEPAIIEBTUUECKA S

2. SAMECTUTEJIBHAS ITATO'EHETUYECKA S
TEPAIINA

-AJIBJTYPA3UM
-DJIATIPA3A
-HATJIAZUM
3. TPAHCIUJIAHTALIMSI CTBOJIOBBIX KJIETOK
4. TEHHAS TEPAIIUS




NCXOJIbI

NMmerorcst JaHHbIey O TOM 4YTO MNPH JErKHX
¢opmax MIIC 6oabHbIE MOryT 10:xHTH 10 50-60
JIETy COXPAHSAA MHTE/JIEKTYaJbHbIE CIIOCOOHOCTH

JleraabHbIN MCX0A NpH TsKeabIX ¢opmax MIIC
HACTYIIaeT B BO3pacre

no 10 ger npu kapTuHe O4YeHb TSKEJIOM
(pusnyeckoun u MNCUXUYECKOU aerpaaanuu



[TPOOUJIAKTUKA MIIC

MeauKo=reHeTUUE CKOE
KOHCYJIbTUPOBAHUE CEMEU

BrIsBieHuE rerepo3ny
HOCUTEJIEN |

IIpenaranbHass qUarHoCTA

ONPENECIICHUE aKTUBHOCTH
JIM30COMHBIX (PEPMEHTOB

B OrMonTarax XOpHOHa
(nynmoBuHHAS KpoOBb I11072)




HacneacTtBeHHbIe HapyLUeHUS
oObmMeHa B aputpoumTax

* K 3TOM IpyIime
OTHOCSTCS O0JIC3HHU,
CBSI3aHHBIC YaIIlE "
BCETO C YKOPOUCHUEM o #EH=
CPOKa KHU3HHU &
3PUTPOIUTOB, a
TAKX€ CO CHMKEHUEM
UX YPOBHS B KPOBH.

~_



I'emo2nodoun -- ocHoBHOI OEIOK SPUTPOIUTOB. B
HACTOSIIECE BPEMSI XOPOIIIO M3yYEeHA aMUHOKHUCIIOTHAS
IIOCJIEA0BATEIIbHOCTh U CTPYKTYPaA €TI0 MOJICKYJIbI.
M3ydeHre reMornoO0rMHa Ha4aja0Ch ¢ OTKPBITHS
HaCJICACTBECHHOI'O 3a00JIEBAaHUS -
CEPIOBUIHOKIIETOUHOM aHEMHUH. bbII0 MOKa3aHO, 4TO

MOJIEKYJISIPHAs CTPYKTypa
CEPIIOBUIHO-

Beila Globin

Beita Globin

KJIICTOYHOI'O

reMoIOOnHa e

Iron Atom

OTJIMYACTCA OT

Heme

Iron Atom

HOPMAJIbHOTO.

Alpha Globin ' ' Alpha Globin



B pesynerare MmyTaiumn B
YPUTPOLMUTAX U TEMOTTIOONHE
BO3HUKAIOT HACJICACTBCHHBIC

0O0JIC3HM YEITOBEKA :

*TCMOJIMTUUYCCKNC dHCMHUHU U

* TeMOIVIOOMHOIIATHH.



[ emMonIuTN4YEecKmne aHeMmmn

BKJIIOYAKOT 3a00JICBaHUS, O0YCIIOBIICHHBIC
CHUKCHHEM YPOBHS T€MOINIOOMHA U
YKOPOUEHHMEM CPOKA KU3HU SPUTPOLIUTOB.

Kpome Toro, mnpru4rHOM 00JIC3HU MOTYT OBITh:
* 1) Hapymenne MmemOpaHbl 3pUTPOIIMTOB.

* 2) Hapynienne akTMBHOCTH (DEPMEHTOB
SPUTPOLMUTOB ((PEPMEHTOB, TJIMKOJIN3A
IEHTO30(POC(PaTHOro UMUKIA U AP.).

* 3) HapyuieHue CTpyKTyphbl W1 CHHTE3a
reMOIJIOOHHA.



CepnoBuaHoOKneTo4YHass aHeMuUA

3TO
HaCJICICTBEHHAs

9

CBSI3aHHAS C TAKUM
HapyIICHUEM
CTPOCHHUS

, IpHU
KOTOPOM OH
IpHOOpPETAET 0CO00E
KPUCTAJUTNYECKOE
CTPOCHHE — TaK
Ha3bIBAEMbIHN

Note: The Sickle hemoglobin image is drawn at 50% of the size
of the Normal hemoglobin




, HECyIIue
IreMOIJIOOMH S BMECTO
HOPMAaJIbHOTO

, IO, MUKPOCKOIIOM UMEKOT
XapaKTEePHYIO
ceprooOpa3Hyro Gopmy
(bopmy cepiia), 3a 4TO dTa
(hopMa reMornoOMHONATUN U
OJy4YMjia Ha3BaHUE
CEPIOBUIHOKIIETOUYHOM
AHEMMU.

e )

Normal red blood cell

Sickled red blood cell




* DPUTPOLIUTHI, HECYIIUE 2eMO2100UH S,
00J1a/1ar0T HOHMKEHHOM CTOMKOCTBIO U
IMTOHMXEHHON KHUCIIOPOA-TPAHCIIOPTHPYIOIIEU
CIIOCOOHOCTBIO, ITOATOMY Y OOJIBHBIX C
CEPHOBUIHOKIETOYHOU AHEMHUEHN MOBBIIIIEHO
Pa3pPYILICHUE SPUTPOLIUTOB B CEIE3CHKE,
YKOPOYECH CPOK MX KM3HH, IIOBBIIICH
M 9aCTO MMECIOTCS IIPU3HAKH XPOHUYECCKOM
TUNOKCUM (KMCIOPOJIHOM HENOCTAaTOYHOCTH )
WJIM XPOHHUYECKOTO «IEpEepa3apaAKCHUSI
SPUTPOLIUTAPHOTO POCTKA



CepnoBUOHOKMNETOYHAS aHEMUS
HacrneayeTcs no ayToOCOMHO-
peLeccuBHoOMY TUNY (C HEMOJSTHbIM
OOMUHMPOBaHUEM)




* Y HOCHUTECIICH, 10
CEPHOBUHOKIIETOYHON aHEMUH, B
SPUTPOLIUTAX IIPUCYTCTBYIOT IPUMEPHO B
PAaBHBIX KOJINYECTBAX reMorJI06HH S u
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* [Ipy 3TOM B HOpMAJIbHBIX
YCIOBHUAX Y HOCUTEIEU
CUMIITOMBI [TIPAKTUYECKH
HUKOIZIA HE BO3HUKAIOT, U
CEPIOBUHBIE
SPUTPOLIUTHI BBISABIIAIOTCA
CJIyYarHO IpH
1a00pPaTOPHOM
MCCIIEN0BAHUN KPOBHU.



* CHMIOTOMBI Y HOCUTEJIEH MOTYT
MOSBUTHCS IPHU THIIOKCUH (HAIIpUMED,
P MOABEME B T'OPbI) WIN THKEIION
AeTuIpaTaluy OpraHu3Ma.

* Y TOMO3UIOT IO TE€HY
CEPIOBUIHOKICTOYHON AaHEMUU B
KPOBHU UMEIOTCS TOJIBKO CEPIIOBUIHBIE
SPUTPOLIUTEI, HECYIIUE TEMOIIIOOUH S,
1 00JIC3Hb MPOTEKACT TSAKEIIO.



* CepnoBUIHOKIICTOYHAS AaHEMHUS BECbMa
pacIpoOCTpaHCHA B PErTHOHAX MHPA,
YHEMUYHBIX I10 , IpUYEeM
OOJIBHBIC CEPIOBUIHOKICTOYHON aHEMHUEH
00J1a/1a}0T NOBHIIICHHOM (XOTS U HE
aA0COJIIOTHOM) BPOXKJICHHOU
YCTOMYHUBOCTHIO K 3apaKECHUIO
pa3JIMYHBEIMU IITaMMaMU

. CeproBUIHBIC SPUTPOLUTHI
3THUX OOJBHBIX TAKXKE HE IMOIIAFOTCS
3apaKCHUIO0 MAJISIPUHNHBIM ILIa3MOAMEM B
poOUpKE.



* [1oBBIIIIEHHON YCTOWYUBOCTBHIO K MAJIAPUU
001a1aF0T U F€TEPO3UTOTEI-HOCUTEIIN, KOTOPBIC
aHeMHuel He 00JICIOT (IIPEUMYIIECTBO T'€TEPO3UTOT),
4TO OOBSACHSET BHICOKYIO YaCTOTY 3TOr0 BPEIHOIO
ajjiens B appuKaHCKUX CTpaHax.




CvMmnTOMBI

* YCTaI0OCTh U aHEMUSA

* [Ipuctynsl 00aH

* OTEK U BOCITAJICHHUE MTAIBIIEB PYK W/ UJINA HOT U
apTPUT

* bakTepuaibHbIe MH(PEKIIUU

* TpoMOO3 KPOBH B CEIC3CHKE U IICYCHHU

* JlerouHsle U cepaeYHbIC TPABMBI

* J3BBI HA HOrax

* ACENITHYECKUH HEKPO3

* [loBpexaeHue a3



* CHMIITOMBI CEPIIOBUIHOKIIETOYHOM
AHCMUM JICISITCS HAa JIBE OCHOBHEIC
KaTETOPHH.

* M3-32 XpyIKOCTH KPACHBIX KJIIETOK KPOBH
BCETra HAOMIOMAETCS aHEMMSI, KOTOpas
MOKET IPUBECTHU K IIOTEPE CO3HAHUS,
neJ1aeT 00JILHOrO (pM3UYECKHA MEHEE
BBIHOCJIMBBIM M MOXKET BbI3BATh JKEIATYXY
(CBSI3aHHYIO C YPE€3MEPHBIM PacCIagoM
rEMOIJIOOMHA).



* Kpome 31010,

Abnormal,sickled,red blood cells

(Sickle Cells)

epuoguYICCcKas

3aKyIOpPKa MEIIKUX BN 7

KAITAJLISIPOB B -

000U YacTH Tena «x%’“"‘” et cj«‘m
MOJKET MPUBECTH K [IaMETFS —l J
IITAPOKOMY =

CIICKTPY

pPa3IUIHBIX s

CUMIITOMOB. g

I'

C
(«
Sickle Cell



* OOBIYHO HUKAKUX
CUMIITOMOB HE MPOSBISIECTCA
10 3-MECSYHOr0 BO3pacCTa.
IlepBbIMU TTpHU3HAKAMUA
CEPIOBUIHOKIETOYHOU
AHCMUM Y MJIJICHIIAa OOBIYHO
SBJISIFOTCS OITyXaHHUE 1 00
JIE3HEHHOCTHh KUCTEU PYK
I CTOI, CJIA00CTE U
UCKPUBJICHUE KOHEYHOCTEU
M MHOTIIA, HECKOJIBKO
[I03IHEE, OTKA3 OT XOJbOHWI.




* EJIMHCTBEHHBIM OYCHB
CEPHE3HBIM OCIIOKHEHUEM
CEPHOBUIHOKIETOYHOU
aHeMuM y peOeHKa J10 S-
JIETHETO BO3pacTa SIBISETCS
nHpekys. CKomieHue
SPUTPOLIMTOB U 3aKyIIOpPKa
KAIIUJLISIPOB B CEIIC3CHKE,
OpraHe, KOTOPbIA B HOPME
OT(HUIETPOBEIBACT OAKTECPHU
M3 KPOBOTOKA, MPOUCXOJINUT B
TEUCHHUE IEPBBIX JIET KU3HH,
4TO JICJIACT peOCHKA
0COOEHHO BOCHPUUMYHBBIM
K CMEPTEILHOMY
3apAKCHUIO KPOBU —

cencucy.




[Tpobnemon geTen LWKONbHOro Bo3pacTa C
CeprnoBMAOHOKIIETOYHOWU aHEMUEN ODbLIYHO
SABNSIETCS 3NM30an4YecKkas 3akynopka
apuTpoLUnUTaMmn KanunnapoB OornbLINX KocTen. B
OONMbLUNHCTBE Cly4YyaeB 3TU aNM304bl NPOTEKAIOT
OTHOCUTENbHO IErko, Ha6mo alTCsa NULLb CJ'Ia6bIE
HooLWmMe Bonu B K




* C BO3pacToM MpoLEeCC
3aKyIIOPKHU KAUJIIPOB
MOKET 3aTparuBaTh U APyTrUe
oprassl. Eciaun 310
IIPOU3OUJIET, HAIIPUMED, B
JIETKUX, Pa3BUBACTCS
CEPBE3ZHOE PECITUPATOPHOE
3a0oneBanne. O4eHb peKoe
OCJIO)KHEHHUE, KOTOPOE
ObIBaeT MeHbIIe 4yeM y 10%
OOJILHBIX C
CEPIOBUAHOKIETOUYHOU
AaHEMHUEN — 3aKyIIOpKa
COCYJIOB MO3Ta, IIPUBOISIIAS -
K UHCYJIBTY.




Y B3pOCHBIX C CEPHOBUIHOKIETOYHONM AaHEMHUEN MOT'YT
OOHaPYKUBAThCSI CUMIITOMBI XPOHHUYECKOU
(DOCTOSHHOW WJIM JUIMTEIbHOM ) 3aKyHOPKHU
KAIIAJUIIPOB JETKUX MU ITOYEK, K MOXKET Pa3BUTHCS
XPOHUYECKAs JICTOYHAs UM IOYCYHAas
HEI0CTAaTOYHOCTb.

OTH JIBA OCJIOKHEHMS IIPUBOLAT K PAHHEH CMEPTH
HEKOTOPHIX MAIMEHTOB C CEPIIOBUIHOKICTOUYHON
aHEMUEH.

* ¥V Ipyrux OOJILHBIX MOKET IIPOUCXOAUTH 3aKyIIOPKa
KAlIWJUIAPOB CETYATKH 71434, YTO B KOHEYUHOM HUTOIE
MOJKET MPUBECTHU K CIICTIOTE.



* CienmalibHbIX METOOB J€UeHUS HEeT. BaxkHOE
3HAYCHUE UMEET MPEIOXPaHECHUE OOIBHOTO OT
BO3JE€MCTBUS (DAKTOPOB, IPOBOLMPYIOIINX PA3BUTHE
00J1€3HHU (TUITOKCHS, 00€3BOKMBAHUE, XOJIO U JIp.).

B nieproj1 reMoJIuTHYECKOro Kpr3a OOIbHBIX
TOCIIUTAIU3UPYIOT, COIPEBAIOT (TaK KaK IIPU HU3KOU
TEMIIEPATYyPE CUMIITOMBI BEIPAKEHBI CHIIbHEE). HazHadaroT
allCTUIICATUIIMIIOBY IO KUCIIOTY B 103€ 0,5 I 2 pa3a B JICHb;
penaparsl, yIy4YlIarolne MAKPOIUPKYIAINIO; P PAa3BUTHH
MH()EKIIMOHHBIX OCI0KHEHUN - aHTHOMOTUKH. O0eCceuynBatOT
NOCTATOYHBIM KOJIWYECTBOM KUIAKOCTH. [IpH TsHKEMON aHeMUM
[EePEINBAIOT SPUTPOLUTHYIO Maccy. IIpu pa3BuTtnn TpoM0O030B
BBOIAT remapul B go3e 1000 EJI/4 B/B KanenbHO
KPYIJIIOCYTOYHO. TpaHCIUIaHTaus KOCTHOTO MO3ra PEAKO Aa€T
XOpOIIIHE PE3YIbTATHI.



boJse3ns Buibcona — KoHoBaJsioBa
(remarouepedOpaibHast AMcTpodusi,
renaroJeHTUKYJIAPHAs JereHepanus, 00J1e3Hb
Becrdaasas — Buabcona — KoHoBajioBa)




bone3Hb BunbcoHa —
KoHoBanoBa

* BPOXKICHHOE HAPYIIIEHUE
MeTa0O0In3Ma MEH, IIPUBOASIIEE K
TSHKEJICUIITNM HACJIEACTBEHHBIM
00JI€3HSIM LICHTPAJILHOM HEPBHOM
CUCTEMbI U BHYTPEHHUX OPraHOB.



* Jluarnoctupyercs y 5-10 % 00nbHBIX

LIMPPO30M MEYCHU AOIMIKOJIBHOIO U IIKOJIBHOTO
BO3pacra.

I'en ATP/B, myTanun KOTOpOro
BEI3LIBAIOT 3a00JI€BaHUE,
pacnojiokeH Ha 13-1 xpomMocome
(ygactok 13ql14-g21).




3a00JIcBaHUE IIEPEAACTCS IO AyTOCOMHO-
PELIECCUBHOMY THITY.

Unafiecied
corier
fother

l! LEGEND

CIAL

"y

Unafected chig Unalfected Unalfected Alfectog creld
carrier chila carrier chila




* OCHOBHYIO POJIb B ITIATOI€HE3€ UTPACT
HapylIeHHue 0OMEHa MeJIM, €€ HAaKOIJICHUE B
HEPBHOH (0COOCHHO MOPAKECHEI

), IOYCYHOM, ITICYECHOYHON TKaHU U
POTOBHIIE, & TAKKE TOKCUYECKOE MMOBPEKICHUE
MEJIbI0 JaHHBIX OpraHoB. HapylieHue
META00IN3Ma BhIPAKAECTCS B HAPYILICHUH
CUHTE3a U CHUKCHUHU B KPOBHM KOHILICHTPALIUU
[EePYJIOIIa3MHUHA. y4aCTBYET
B IIPOLIECCE BBIBEACHUS MEIU U3 OpraHu3Ma



* B nieuenn popMupyeTcss KpyImHOY3JI0BOM WJIH
CMEIIaHHbIN MUPPO3. B MoYKax B MEPBYIO
ouepeab CTpaJatoT IIPOKCUMAaJIbHBIE
KaHAaJIBIIbI.




* B ro10OBHOM MO3re mopaxaroTcs B
OOJIBIIIEN CTENEHU Oa3aIbHbIE

raHIJIMK, 3y04aTOe BEIIECTBO U
yepHasi CYOCTaHIIHSIL.




e OTJI0KEHNE MEOU B AECIIEMEHTOBOM
MEMOPAHE I71a3a OPUBOAUT K

hopMHUPOBaHHUIO KOJIbIIa Kaizepa-
draewnrepa.




[ enaro-nepeOpanbHas JUCTPO(pUS HAUMHACTCS B
NE€TCKOM HUJIA MOJIOJIOM BO3PAaCTE U UMEET
XPOHUYECKOE MPOrpeccupyroiiee reueHue. Bo
MHOTHX CIIy4YasX MOABJICHHUIO CHUMIITOMOB
MOPAKEHUS HEPBHOU CUCTEMBI HPEAIIECTBYOT
BUCIIEPATIbHBIE PACCTPOMCTBA B BUJIE HAPYIIICHUS
NESATEIIbHOCTH IICYECHM M KEIIYIOYHO-KUIIICYHBIX
PaACCTPOUCTB (3KeNITyXxa, 00IM B IpaBOM HoapeOephe,
JINC- Biliary System

[IEIITUYCCKHUE SIBJICHUS ).
[lopou pazBuBaeTcCs BbIpa-
KECHHBIN I'€HaTO-JIMCHAb-

Rgrt Hepate Dot

HbI CUHIPOM.




* Co CTOpOHBI HEPBHOM
CHCTEMBI Ha IIEPBbIH ILJIAH
BBICTYIIAIOT
SKCTPAIIUPAMMIHBIC
CHUMIITOMBI B BUJIE
MBIILICYHOW PUTHAHOCTH,
TUIIEPKUHE30B U
PACCTPOMCTB IICUXUKHU.

MOTYT OBITh, HO YalllC
OTCYTCTBYIOT.

YyBCTBUTEIILHOCTh OOBIYHO
HE PacCTPOCHA.




TunuaHbIM
CUMIITOMOM OOJIC3HHU
SIBIISICTCS KOJIBIIO
Kaizepa-

Oneniepa —
OTJIOKECHME 10
nepudpeprur poroBou
000JIOUKH
COZECPIKAILETO MEIb
3€JI€HOBATO-0ypPOro
IIMTMEHTA; OHO 0oJiee
BBIPAKCHO IIPHU
NO3JHUX (hopMax
3a00J1eBaHUA




WNuorna ormeuaercs
KEJITOBATO-KOPHUYHEBAS
[MATMEHTAIUS KOXHU
TYJIOBHUILA U JIMIIA.
Yactsl
TEMOPPAru4eCKue
SIBJICHUS
(KpOBOTOYHMBOCTH JECEH
HOCOBBIE KPOBOTCUECHUS,
[IOJIOKUTEIIbHAS

Ipo0a Xryra),

AKpPOLIMAaHO3



JleyeHne

* [latorenernueckoe jieueHue npu
rCIIaTOJICHTUKYISIPHOM JE€re€HEPalMi HAlIPAaBJICHO Ha
YBEJIMYCHUE BBIBEICHUS MEIHU U3 opranu3ma. Jis
3TOr0 MPUMEHSIOTCS KOMIUIEKCOHBI (THOJIOBBIE
coeaquHeHus ). Hanbonee a3(peKTHBHBIM OKa3aJIiCcs
NeHUIWIAMUAH. ET0 clnenyer npruHUMAaTh
IIOCTOSHHO 110 1,5-2 I BHYTPb €KEIHEBHO.

* JleueHre NEHUIUIIIAMUHOM COITPOBOXKIAECTCS
3aMETHBIM YIYUYIIICHUEM COCTOSHMS OOJIbHBIX HJIM
JAKE IPUBOIMUT K MOJHOW JTUKBUIAIIUU CUMIITOMOB.
BrojiHe yaOBJIETBOPUTEIILHBIE PE3YJIBTATHI
IOJIYYEHBI ¥ TIPU IIPUMEHEHHUHN YHUTHOIIA.






FeMO(]m.JIﬁﬂ — HACJICJACTBEHHOE
3a00JIeBaHle, CBSI3aHHOE C
HAPYILICHUEM KOAT'yJISLUH ; IIPU
3TOM 3a00J1€EBaHUM BO3HUKAIOT
KPOBOM3JIMSIHUS B CYCTAaBBI,
MBIl 1 BHYTPEHHHUE OPraHbl,
KaK CIIOHTaHHBIE, TaK U B
pe3yJIbTaTe TPABMBI UJIH
XAPYPrudeCcKOro
BMeEINATEILCTBA.



* [Ipu remodrinm pe3Ko BO3PaCTAECT ONACHOCTh
ru0CIn IMalMEeHTa OT KPOBOUBIUSIHUS B MO3T U
APYTHUE )KU3HECHHO BAXKHBIC OPraHbl, JaKe IIPH
HE3HAYUTEIILHOM TPaBME. bOJIbHBIE C TAXKEIOU
dhopMoM reMO(pUINN NOABEPrarOTCs
MHBAJIWAA3ALMA BCICICTBUE YaCThIX
KPOBOMBJIMSHUM B CyCTaBbI (TEMApPTPO3bI) U
MBIIIICYHBIC TKaHU (FeMaToMBbl). I'emodp s
OTHOCHUTCS K TEMOPPArn4eCKUM aruaTe3am,
00y CJIOBJICHHBIM HAPYILICHUEM IJIa3MEHHOIO
3B€HA reMOCTa3a (KOaryjaonaTus).




[ emouans MOSBASICTCS U3-3a U3MECHCHUS
OIHOTO B X.

PaznnuaroT Tpu tumna remodpunnu (A, B, C).

o ( B
)
o (pereccruBHAs MyTalus B X-
XPOMOCOME)
o ( pPELECCUBHBIN,

1100 JOMUHAHTHBIN (C HEIOJIHOM
[ICHCTPAHTHOCTHIO) THUI HACJICAOBAHHUS



( B
) BBI3BIBACT HEJOCTATOYHOCTH B
HEO00OXOIUMOTI'O — Tak

Ha3bpIBacMoro gakropa VIII
(aHTUreMO(MILHOTO TI00OYyIrHA). Takas
reMO(DHIINS CUUTACTCS KJIACCUYECKOM, OHA
BCTpedaeTcss HanoOoiee yacTo, y 80—85 %
OO0JIbHBEIX reMopuimen. TskEnbie
KPOBOTCUYCHHUS IPH TPaBMaX M ONECPALHIX

HaOmronarorcs npu ypoBHe VIII pakropa —
5—20 %.



FTEMO®UIINA A

When the father has haemophilia When the mother carries the haemophilia
and the mother is unatfected gene and the father is unaffected

Father Mothor Father Mother

XY

e

! e

XX XY

o

|
|}
|

None of the sons will have haemophilia. There is a 50% chance at each birth
All of the daughters will carry the haemophilia gene. that a son will have haeomophilia.
There is a 50% chance at each birth that
a daughter will carry the haemophilia gene.




* OOBIYHO OOJIE3HBIO CTPAJAIOT
MY>KYMHBI (
), JKCHII[HBI
K€ OOBIYHO BBICTYMAIOT KaK
HOCHUTEIbHHUIBI TEMO(DUINU U
MOT'YT POJIUTH OOJBHBIX CHBIHOBEM
WUIIHA JIOYEPEN-HOCUTEIIbHMI,



* OOIIEU3BECTHBIM SIBIISIETCS MHCHHE, YTO
KCHIIIMHBI HE O0JICKOT TEMO(HIINEH,
OJIHAKO 3TO MHEHHE OIMO0YHO. Takoe
COOBITHE KpalHE MAJIOBEPOSITHO, HO OHO
MOJKET CIIYUYHUTBCS ¢ BEepOATHOCTHIO 50 % B
ciydae, €CIH OTEll JCBOYKH CTPAAACT
reMo(p e, a MaTh SIBJISICTCS
HOCUTEJIbHULIEH. B maHHOM ciiyuae
BO3HHKAIOT CEPhE3HBIC MMPOOIEMBI B
MOMEHT II0JIOBOI'O CO3PEBAHMUS, KOTIA Y
NE€BOYECK HAYMHAIOTCS MECHCTPYaIHH.



* Kpome Toro, mpumMepHo B 15-25 % cnydaen
o0cJIeqOBaHUE MaTepeil MaJIbUMKOB,
CTpaJarolInX reMO(UINECH, HE BBISIBIISIET
YKa3aHHbBIX MYTallMU T'€HOB, YTO O3HAYAET
MOSIBJIEHUE MYTAllM B MOMEHT
(OpMHUPOBAHUS POAUTEILCKON MOIOBOU
KJICTKH. Takum 00pa3oM, JaHHBIN (PAKT MOKET
OBITh JONOJHUTEIBHON NPUINHOU TEMO(PHUINU
y AE€BOYEK, JAXE IIPpHU 300pOBOM OTIIe. Ha
NaHHBIM MOMEHT B Poccum 3apeructpupoBaHn
OJH TAKOU CJIyYam.



Victoria |Albert

| |
O Edward Vil A"C‘é(?) lj O O ‘ELeopowm Beatricg('Ii)

Fred(6) Irene(7) Allx(7) Allce(4) Eugeme (13) Leopold(11) Maurlce(12)

Victorta and Albert wath Alved Bertie
Ahee Vieks and Helena
. i

Waldemar(8) Alexis(10) Rupert(5) Alfonso(14) Gonzalo(15)
. . & Henry(9)
Queen Victoria

Camol W3BECTHON HOCUTEIBHUIIEH TeMO(WINY B UCTOPUHU ObLlIa KOPOJIEBA
; HO-BUAUMOMY, 3Ta MyTaIus IPOU30IIIa B €€ reHOoTuIle de novo, MOCKOJIbKY
B CEMBSIX €€ POAUTEIICH CTPAJAIOIIAE TeMO(IINEN HE 3ApETUCTPUPOBAHBI.
TeopeTnyecku, 3T0 MOIIIO OBl IIPOU30MTH U B TOM CiIydae, €Clii Obl OTIOM Bukropuu
SBJISIICS B JIGUCTBUTEIBHOCTU HE , @ KAaKOW-Tn00
Ipyroil My>kurHa (00IbHOM reMo(Puiineii), OJHAKO HUKAaKUX UCTOPUUYECKUX
CBUJIETEIILCTB B MIOJIb3Y 3TOI0 HE CYIIECTBYET.



[ emodunmen crpagan oquH
13 CbIHOBEU Bukropuu
( ), a
TaK>Ke PsiJi BHYKOB U IPAaBHYKOB
(pPOAMBILIMXCS OT AOYEPEH WIH
BHYYEK ), BKJIFOYasi POCCHHUCKOIO
[lapeBrYa

. I1o aTon

IPUYMHE JAaHHOE 3a00JICBaHUE
MOTYYHJIO TaKUE HA3BaHUS:
«BUKTOpPHAHCKas 00JIC3HbY U
«1apckas 0o1e3Hb». Tak ke
MHOTJA B HAPCKUX (haMUIUSIX
JJIs COXpaHEHUS TUTYJIa
JOITY CKATUCh OpaKku MEXTY
OJTM3KUMU POJICTBEHHUKAMH,
OTYEro 4acTOTa BCTPEYAEMOCTHU
revohuvmurm ORTITA RETITTE

(ITD

Victoria |Albert
[ & O O E] -‘ ®

Leopolﬁ.l(1) Beatrice(3)

Edward Vil Alice(2)

> W m

Eugenie (13) Leopold(11) Maurice(12)

Ead 4 4

Waldemar(8) Alexis(10) Rupert(5) Alfonso(14) Gonzalo(15)
& Henry(9)

Fred(6) Irene(7) Alix(7) Alice(4)




* Beaymumu cuMirromaMu
remouinu A u B
SIBJISIFOTCS IOBBIILICHHAS
KPOBOTOYHUBOCTH C MEPBBIX
MECSILIEB KU3HU;
IIOJKOKHBIE,
MEKMBILICYHBIC,
cyodaciuaabHbIE,
3a0pIOIIUMHHBIC TEMATOMBI,
00yCIIOBJICHHbBIC YIIIMOAMU,
Iope3aMu, pa3InYHbIMU
XUPYPrudeCcKUMHU
BMEIIIATEIbCTBAMM;
reMaTypusi;




* OOWIIBHBIE ;) -- —

IOCTTPABMATHUYECKHUE / =y 9
KPOBOTECUCHMS; 1IN
reMapTpO3bl KPYIIHBIX
CYyCTaBOB, C
BTOPUYHBIMU
BOCITAJIUTEIbHBIMU
M3MEHECHUSIMU, KOTOPHIC
IPUBOJIST K
(G OpMHUPOBAHUIO

u







* Hanbonee pacrpocTpaHeHHOE 3a01yKICHUE
O TEMO(PUIIMH — ATO TO, YTO OOJILHOU
reMO( UMY MOXKET UCTEYb KPOBBIO OT
MAaJICUIIIEN [apaluHbl, YTO HEBEPHO.
[IpoOneMy COCTaBIAIOT KPYITHBIE PAHCHUS U
XUPYPTUUCCKUE OINCpallNH, YIaICHHUE 3y0OB,
a TaK)K€ CIIOHTAHHBIC BHYTPCHHUE
KPOBOM3IUSHUS B MBIIIILI U CYCTaBHI,
00yCJIOBJICHHBIE, IT0-BUJINMOMY,
ySI3BUMOCTBIO CTEHOK COCYZIOB Y OOJIbHBIX
reMOo(pUIInEH.



* Jli1a muarHOCTUKHU
reMo(puiInu
IIPUMEHSICTCS:
KOaryjaorpamMmma,
OIIPEICTICHUE
BPEMEHHU
CBEPTHIBAEMOCTH,
T00aBJIICHHUE
00pa310B ILJIa3MbI C
OTCYTCTBUEM OJIHOTO
13 (paKTOpoB
CBEPTHIBAHMAL.

-8 -3 m-z e N7

- - -‘ -

EE X LK
e A

Exon e

- — .- .- Junction
fragment

Fig. 8. Southern blot after restriction with EcoR I and
hybridization with FIX ¢DNA, (the arrow indicates the
aberrant fragment). Lane 1: normal male; (II1I-8) Lane 2:
heterozygous carrier; (11-3) Lane 3: heterozygous carri-
er; (I1I-7) Lane 4: female, no-carrier (I11-6) Lane 5:
patient (IV-7), deletion of the fragments containing
exons g-h ; an aberrant fragment (arrow) contains exon
f{Junction fragment).




JIEYERWE

* X0Ts 00J€3Hb Ha CCTOAHSAIIHNUMN ICHb HEU3JICUNMA,
€€ TECUCHNE KOHTPOIHUPYETCS C IMTOMOILBI0 NHBEKIIUM
HEIOCTALIEro pakTopa CBEPTHIBAEMOCTH KPOBH,
4alre BCEro BBIACICHHOTO M3 JIOHOPCKON KPOBH.
Hekotopeie reMODUIMKNA BbIPpaOaThIBAKOT
IIPOTHB 3aMEIIAIOIIETO , YTO IPHUBOJUT K
YBEJIMYCHUIO HEOOXOAUMOM 036l (DaKTOpa HUJIH
IIPUMEHEHUIO 3aMEHUTEIEH, TAKUX KaK CBUHOU
¢dakTop VIII. B 11e1oM coBpeMEHHBIE TEMO(PHUINKH
IIPU IIPABUJIBHOM JICYCHUH KUBYT CTOJIBKO XK€,
CKOJIBKO M 37I0POBBIC JIFO/H.



* Ha HacTosg1yum MOMEHT J1J1d JICYUEHUS UCIOJIb3YIOTCS
KOHIICHTPAThI (DAKTOPOB CBEPTHIBAHUSI KaK
[TOJIYYEHHBIE U3 JOHOPCKOU KPOBHU, TaK U
PEKOMOMHAHTHBIC(BBIPAILICHHBIC NCKYCCTBECHHBIM
IYyTEM Y )KUBOTHBIX).

* HocutenpHu1Ibl T€HA TeMO(MDUINN HA CETOIHS
IPAKTUYECKH HE UMEIOT BO3MOXKHOCTH 3apaHee
CINIAHUPOBATH POXKIACHHUE OOJILHOIO HWIIN 3I0POBOTO
peOEHKa, 3a UCKIIOYECHUEM, BO3MOXKHO, IPOLICYPbI
AKCTPAKOPHOPAIBHOTO OIuiogoTBopeHus (IKO) mpu
COOJIIOACHUM ONPEACICHHOIO psiga yCiaoBui. Takxke,
IpHU COOJIIOICHUHU OIIPEACIICHHBIX YCIOBUH,
BO3MOKHO JTHAarHOCTHUPOBATh HATMYNE TeMO(DUINHN Y
IJ101a ¢ 8 HEJNEN



(peLeccuBHas MyTaLus B X-
XPOMOCOME) HEAOCTATOYHOCTH (hakTOpa KpoBH IX
(Kpuctmaca). Hapymeno o0OpazoBaHue BTOPUYHOU
KOAryJISILIAOHHOU IIPOOKH.

( pPELIECCUBHBIN, 1100
JTOMHWHAHTHBIN (C HENOJIHOM NEHETPAHTHOCTHIO) THII
HACJIEI0BaHMs, TO €CTh BCTPEYACTCS KAK Y MYKUNH
TaK M Yy KCHIIWH) HEAOCTATOYHOCTh (paKTOpPa KPOBH
X1, ¥3BecTHA B OCHOBHOM Y .B
HacTosmee Bpemsa remopuiansa C HCKII0YEeHA U3
KJIAaCCU(PUKALIMH, TaK KaK €€ KIIMHUYECCKHUE
POSBICHUS 3HAYUTEIBHO OTIMYAIOTCS 0T A U B.






* MyKkoBHCIUI03
( ) _ Organs Affected ny Cystic Fibrosis
CUCTCMHOC HACJICACTBCHHOC
3a00JIeBaHUeE,
00y CJIOBJICHHOE

U XdPAKTCPU3YIOHICCCA Pancreas
IIOPAKCHHUCM

Small

’ Intestine

TSDKEJIBIMU HAPYIIEHUAMU

yHKIHH
5




[TaTonornyeckmn reH nokanusyertcd B cepeanHe
ONMHHOro nneya /7-n Xxpomocombl. MykoBucLmnao3
Hacnegyetca no
n perncTpupyercs B 60nbLUINMHCTBE CTpaH EBponbl

c Yyactoton 1:2000 — 1:2500 HOBOPOXKOEHHbIX.

Iinheritance of Cystic Fibrosis (CF)
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PasnuyaloT cneayrouime KnnHn4eckme
doopMblI MyKOBUCLMAO03A:

* IIPEUMYIIECCTBEHHO JIErouHas popma
(pecniuparopHas, OpOHXOJIErOYHAs );

* IPECUMYIIECTBEHHO KHIIeYHas opma;

* cCMelIaHHasa (hopMa ¢ OTHOBPEMEHHBIM MOPAKECHUEM
KEITYJOYHO-KUIIIEYHOIO TPAKTa U OPTraHOB IbIXaHUS;

* MCKOHMEBAs ;

* ATUIWYHBIC U CTEPTHIE (DOPMBI ( -
, MUPPOTHUYECKAS U JIp.).



Ilaromornueckue
N3MEHECHUS B
XapaKTEPHU3YIOTCA
[IPU3HAKAMHU
XPOHHUYECKOTO
C pa3BUTHUEM
51

i Py3HOro




B nipocBeTe OpOHXOB
HaXOIUTCS BSI3KOE

COIEPIKUMOE CIIN3UCTO- %
THOMHOI'O XapaKTepa. |
Hepenkoit HaxoaKom T I

TINC Ll s
ABJISIOTCA 1 WS

s LSFT SRR 4
YYaCTKH . e, i S




'Y MHOrux OOJIbHBIX
TEUCHUE ITATOJIOTHYECKOTO
IIPOIIECCa B JIETKUX

OCJIOJKHSICTCSI HACIIOCHHUEM
OaKTepraabHOU MH(MEKIINU
(DaTOTreHHBIN

9

151

(hOopMHUPOBAHUEM
ACCTPYKIIUH.



‘B nomxenynounon |
JKEJIE€3€ BBISIBIISICTCS ) { L Healthy

pancreds
¢ @y3HbI GUOpO3,
YTOJIIICHUE

Inflamed

MG)I(I[OHI)KOBI)IX Ll = | Qi pancreas
COCANHUTCIIbHOTKAH-

HBIX IIPOCIIOCK,
KACTO3HBIC N3MCHCHUS A S\
Pancreas TNt

IIPOTOKOB. /
, -

= o




e B rieueHn orMeyaercs
odaronas UJIHu

i dy3Has )i

KJICTOK IICUCHH,
KEITYHBIC CTa3bl B
MEKT0JIbKOBBIX
KEITYHBIX IPOTOKAX,
TAM(POTUCTUOLUTAPHBIC
B .
MEKI0JIbKOBBIX
IIPOCJIONKAX,

* (puOpo3Has
TpaHCpopMaLys u
Pa3BUTHE




Ipn

HEIIPOXOAUMOCTH |
BBIpAXKEHA aTpo(us QU lammatory

bowel
=_disease (IBD)

CJIM3UCTOIO CJIOS, IIPOCBET
CJIIM3UCTBIX JKeJIe3 e ' B
Cecum |\ SRR  Of small
KUIIEYHHKA PACIIHUPEH, sortion e gl = intestine
3aI0JTHEH
303UHO(PUIBHBIMHA
MacCCaMHU CEKpPETa,
MECTaMH UMEET MECTO
OTEK MOJCIN3UCTOrO CJIOA,
PACIIUPEHUE

TAM(PATHYECCKUX IICIICH. .




* Hepenko
MYKOBHCIIHI03
COUYETACTC C
pa3JINYHBIMHU
IIOPOKAMU
pPa3BUTHA
KEITYIOYHO-
KHIIEYHOTO
Tpakra

Cystic fibrosis is a
hereditary disorder
characternized by lung
congestion and infection

and malabsorpuon of




OdunarHocTuka MykoBucLuao3a
e JTHK-

I[I/I AIr'HOCTHUKA Position of Mutation

6 _____g______ Bracket. site of the 3-base with
HaUOOJICE = prinrz [RTT e
YyBCTBUTEIIbHAS = s
. R
CHGHI/I(I)I/IIIG CKa H Ge! Electrophoresis of PCR Products
JIoKHBIE |
PE3YIBLTAThI
OJIYYarOT B
O 0 5—3 % Hozgrzrgr/g')us CF Patient CF Carrier

CIy4acs.



JleyeHne mykoBucumnaosa

CUMNMOMAMUYECKOe.
* KOPPEKIHUS HAPYIUICHHON (DYHKIIUM MOIKEITYIOYHOM
YKEJIE3BI ITYTEM IIPUMEHECHUS 158051

KOMOMHHMPOBAHHBIX MPEIIAPATOB, COACPKAIINX HAPSTY C
[aHKpPEaTHHOM APYTHE KUIICYHbIC (PEPMEHTHI U
JTMIOTPOIHBIC BEIIESCTBA (OIHU3UM, TAH3UHOPM,

" 1)

* JleyueHue JErOYHOro0 CUHIAPOMA BKIKOYAET KOMILJIEKC
MEPONPHUATHM, HAIPABICHHBIX HA PA3KUKCHUE
MOKpPOTHI U yaajicHue €€ u3 OpoHxoB. C 3TOH LEJIbIO
IPUMEHSIOT (PU3UYCCKHUE, XUMUYECCKUE U
MHCTPYMEHTAJIbHBIC METOIbl. MyKOJIMTUUECKAsl TEpaMns
IIPOBOAUTCS €KEIHEBHO B TCUCHUE BCEU KU3HU
ralueHTa



* Kpurepuem KauecTBa JUArHOCTUKHU U
JICYCHUS MYKOBUCIIMI03a SIBJISICTCS
CPEOHSS IIPOAOJLKUTEIILHOCTD KU3HU
OONBHBIX. B €BpONEnCcKUX CTpaHax
3TOT IMOKa3arenb gocruraet 40 JeT, B

Kanane u CIIIA — 48 jeT, a B
Poccun — 22—29 ner.






Helipopruopomaro3 — 3a001eBaHUEC U3 TPYIIIL]

(pakoMaTo30B. CymiecTBYET 7 TUIIOB
Henpo(huoOpomaro3sa.

Heupopuopomaros I tuna (H®1)
OcHOBHBEIMU cumnTomMmamMu HD 1 aBiagrorcA:

HAJIMYME MHOXXECTBA CBETIO-KOPUYHEBBIX IIATCH
Ha Koxe (0T 5 g0 15 Mm);

HaJIMYME HECKOJBKUX HEMPOPHUOPOM;
TUIICPIIUTMEHTALTHUS;

HAJIMYNE TJIMOMBI 3pUTEIILHBIX HEPBOB;
ramMapToMa pagyKku (y3enaku Jlnma);
KOCTHBIEC aHOMAJTUH

HaJIM4ue poacTBeHHUKA ¢ HODI.



Heupopuodopomaros 11 tuna (HD2)

OcHOBHBIMHU cuMIIToMaMu HD2 aBiIgroTCH:

NBYCTOPOHHSASA HEBpUHOMA V11l Hepna;

HAJIMYME POJACTBEHHMKA, MOpAXKEHHOrO HD?2
i HespuHomou VI1II Hepra;

COYCTAHHUE ABYX HIKCYKa3aHHbBIX IIPU3HAKOB:
Haju4ue Helpopuopom
MEHUHTHOM,;

TJIOM;

[MIBAHHOM



 III Tum — peakas dopma Helipohudpomarosa,
XapaKTepU3yeTCs JaJOHHBIMU HeMpopudopoMamu,
0JIEAHOBAThIMH OTHOCHUTEIBHO OOJIBIINMH IISITHAMHU
[IBE€Ta KO(PE C MOJIOKOM, JIByCTOPOHHUMM
HEBpOMaMU CIYXOBOT'O HEpBa, MCHUHTMOMaMMU
3aJHEU SIMKH M BEPXHEIIEMHOIO OTAEIIA,
CIIMHAJIbHBIMU U MapacluHaIbHBIMU
HelpopuOpoMaMu, OTCYTCTBUEM Yy3€IKOB Jluiiia
(ramaptom panyxku) u omyxousimu LITHC, ObrcTpo
Pa3BUBAIOIIUMUCS Ha BTOPOM HUIIU TPEThEM
AECATUIICTUH JKU3HHU.

* IV tun — peakas gpopma HelipoduOpomarosa.
Knuandecku Heripopuopomaro3s I Tuma, HO O€3
y3€1KOB Jluiia.



Heunpodunbpomartos | (nepsoro) tuna
( 6one3Hb (hoH PeknunHrxayseHa,
cuHapom PeknuHrxay3eHa, NF-1)

* CaMO€ PacIpOCTPAHEHHOE HACIEICTBEHHOE
3a00JIEBaHUE, IIPEAPACIIONATAOIIEE K
BO3HUKHOBEHHIO OITYXOJIEH Y YEIOBEKA.

* JBiIAETCA AyTOCOMHO-IOMHUHAHTHBIM,
BCTPEYAETCSA C OJMHAKOBOU YaCTOTOH Y
MYKYMH U Y KEHIIIH, &8

y 1 13 3500 HOBOPOXKIEHHBIX



OCHOBHBIMH CUMIITOMAaMHU
H®D1 asasrorc4:

* HaJIM4YUC MHOXKCCTBaA
CBCTIIO-KOPHUYHCBbIX

IIITCH Ha KoXe (0T S5 110
15 Mm);

* HaJU4He HECKOJIbKUX
HeMpopuoOpoMm;
* TUNCPIHUTMEHTAIIHS;

* HAJIMYHUC ITINOMBI
SPUTCIIbHBIX HCPBOB,

* ramMapToma pagy>KKu
(y3enku JIuma);

* KOCTHBIC aHOMAJINU

* HaJIM4u€ POACTBEHHUKA (
HOI.




Twun HacnegoBaHUSA

Autosomal-dominanter Erbgang

Kranker Vater = Gesunde Mutter

Mutatonstrager
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"ha >
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52




KnnHnyeckaqa KapTuHa

* HAJIMYME NUTMEHTHBIX IISITCH HA KOXKE 1IBETA
«KO(e ¢ MOITOKOM», HEMPO(PHUOPOM, OOJILIIIUMHCTBO
M3 KOTOPBIX pacnojararTcs IIOBEPXHOCTHO Ha
KOXKE,

* y3eJKHU JIuina — ramapToMbl pagy>KHOU
000JI0YKH I71a3a.

* CKOJIMO3 (MCKPHUBIICHUS ITO3BOHOYHHUKA), 3aTEM
BO3HHUKAIOT TPYAHOCTH B O0OY4YECHHUH, IIPOOIEMBI CO
3PCHUEM U IHUJICTICHS.



* Heitpohuopomwi same
JTOKAJIM3YIOTCS O X0y
nepu(pepruIeCKuX HepBOB. OIHAKO
MOKET MOPAXKATHCS CIIMHHOU U
TOJIOBHOM MO3T, HAXOST
HENPO(UOPOMBI HA BEKAX,
KOHBIOHKTHBE, B CPEIOCTCHHUM,
OpIOIIHOM MOJ0CTH. B 3aBHUCHMOCTH
OT PACIIOJIOKCHHUS HEUPOPHOPOMBI
MOTYT BBI3BaTh PA3JIMUYHYIO
KJIMHAYECKYI0 CUMIITOMATHKY:
CYJIOPOTH, HApyIICHUE (PYHKIAU
YEpPEITHBIX HEPBOB U CETMEHTOR
CIIMHHOT'O MO3ra, Iapajiny Ia3HbIX
MBIIIILI, IITO3, C/IaBJICHUE OPraHOB
CPEIOCTECHUS.




Henpodunbpombl

 Jlas maHHOTO 3a00ICBaHUS
XapaKTEPHO MOSBICHUE
OOJIBIIIOTO KOJIMYECTBA
HEMPOPUOPOM, KaK KOKHBIX,
TaK U TUICKCU(POPMHBIX.
KoxxHbie HEHPOHUOPOMBI
IpeICTaBICHBI HEOOIbIINMU
O0OPOKAYE€CTBEHHBIMU U
OrpaHUYCHHBIMHU
HOBOOOpa3zoBaHusIMU. OHU
pacojararoTcs MOJIKOXKHO,
pPacTyT Ha 000JIOYKAX MEIKHX
HEPBOB KOXH.




[TnekcndpopMHble HEUPODPUOPOMBI

Pa3BUBAIOTCS HA KPYITHBIX
HEpBax U MPUBOJAT K
HapYIICHUIO UX (PYHKIIUH.
Taxxe nnekcupopMHbIe
HENPOPUOPOMEI
XapaKTEepPU3yIOTCsI CBOUMU
OOJIBIIIMMH pPa3MepaMH.
Bcerpevarorcsa y 30 % O0JIbHBIX
Herpopuopomaro3om I tura.

KarnHn4YeCcKku moBpexIeHUE
HEpBa MPOSBISACTCS
XPOHUYECKUMHU OOJISIMHU,
OHEMEHHUEM H/WJIH TapaindaMu
MBIIIIII.



Onyxonu ueHTpansHON HePBHOM

CUCTEMDbI
> |

Hamnbomnee gacto
BO3HUKAIOIIMMU IPU
JTAHHOM 3200JIEBAaHUU
onyxojisimu ITHC
ABJISTFOTCS TJIMOMBI
3pUTEIbHBIX HEPBOB,
ACTPOLIUTOMBI,
SMIEHINMOMBI,
HEBPHHOMEBI CIIYXOBOTIC
HEepBa, MCHUHTMOMBI 1
HENPOPUOPOMBI.



[IMrMeHTHbIE HapyLLeHUA

* IMTMECHTHEIEC IISITHA
HOCST XapakTep ISATCH
[IBETa «KO(E C
MOJIOKOM» ((p.
cafe-au-lait, agmi. milk
coffee) n
«BECHYIIYATHIX
IrpoO3a6EB». B
HEKOTOPBIX CIydasx
[ISITHA UMEXOT CUHUU
WJIN (PUOJICTOBBIN LIBET,
PEXKE BCTPEUYACTCS




Y3enku Jluwa

* V3enku Jlnia
BCTPEYAIOTCS
IMPAKTAYECKH Y BCEX
OOJILHBIX
HenpopuopoMaTozom |
tura crapiie 20 jer. OHu
IIPEACTABISIOT
HEOOJIBIINE OEJIECOBATHIE
gTHA (raMapTOMBI) Ha
paayKKe riasa.




KOCTHbIE U3MEeHEeHUS




MPT neBon rosienu:
3JI0KaQ4€CTBCHHAS
OIIyXOJb 000JIOYKH
00JIBIIEOEPIIOBOIO
HEepBa IpU
CUHIPOME

PekimmHrxaysena
(NF-1).



JleyeHune

* JleueHue orneparnuBHOE.
[lokazanusgamu mj1d HETO
ABJIAIOTCS pe3Kas
OOJIC3HEHHOCTh UJIM
U3bA3BICHUE OIYXOJIH,
3aTPYAHECHUE TBUKCHUM,
CIIABJICHUE WJIM CMEILICHUE
KU3HEHHO BAXHBIX OpraHoB. B
HEKOTOPBIX ClIy4yasdx K
omnepanuu NpuoderaroT ¢
KOCMETHUYECKOM IIEJIBIO




Henpodpundbpomartos |l Tuna

* BozHukaromue npu Hernpopuopomarose 11
THIIA OITYXOJIM — JOOPOKA4YECTBCHHBIC, HO
0oJice OMOJIOTUYECKH arpeCCUBHBIEC MO
CPaBHEHHIO C HOBOOOpa30BaHUSIMU MPHU
HenpoduoOpomarose I Tuna. BeposTHOCTE
Pa3BUTHS aCCOLMMPOBAHHBIX
3JIOKQYECTBEHHBIX OMYXO0JIEH Y OOJILHBIX C
H®2 yBennuuBaeTCss HE3HAYUTEIIBHO.



OCHOBHbIMX cuMmnTomMamm HP2
ABNAKOTCA:

* IBYCTOpOHHAA HEBpUHOMA VI Hepnra;




MHTpameoynnapHble u
9KCTpamMeaynnapHble cnuarnbHbie
onyxonu y nauneHTtos ¢ HO ||




JleyeHne

* XHPYPruYECKOE.

* [Ipy1 ABYCTOPOHHUX HEBPUHOMAX U COXPAHHOM
CIyX€, JICUCHUE PEKOMEHAYETCA HAUMHATH C
OITYXOJIM MEHBIIIETO pa3Mepa, IPU CHUKEHUM CITyXa
— CO CTOPOHBI JIYYIlIE CJbIIIAMEro yxa. Eciau mocie
ITOJIHOTO YIAJIEHUS OMYXOJIU CIYX C 3TOU CTOPOHBI
COXPAHAETCA YAOBJIECTBOPUTEIBHBIM, TO CIEAYET
YIAJIATH APYTYIO OMYXO0Jb. ECIIM ClIyX COXpaHUTh HE
yIAJIOCh, B OTHOILIEHUM OCTArOIIENCA HEBPUHOMBI
PEKOMEHIYETCS BBDKUIATEIIbHASA TAKTUKA, IPU
HapacTaHUM CUMIITOMATUKHA — YACTUYHOE YIAJICHUE
OIyXOJIH (B CBSI3U C BBICOKHUM PUCKOM PA3BUTHS
TJTyXOTHI).



CIIACUBO 3A BHUMAHUE!
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