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Kadegpa
neavaTpuun U AeTCKOU peBMaTosiormm

«Pepokue 6one3Hu octaloTca peakmmmn
Ao Tex nop,
NoKa OHU ManouU3BEeCTHbI»
I BUOo ®aHKOHU

aoueHT E..Yuncrakosa



OP®AHHbIE 3ABOJIEBAHUA

XU3HeyrpoxaroLime n XpoHM4eckue nporpeccupyrowime
peAkue 3aborneBaHus, npuBoaALIMe K COKpaLLeHUIo
NPOAOIMKUTESNTIbHOCTU XXU3HU rpaxgaHuHa unu
WHBarfIMAHOCTU, KOTOPbI€ UMEKT PacnpoCTPaHEHHOCTb
HE BOJIEE 10 cnyyaeB 3aboneBaHus Ha 100 Tbicay
HaceneHus (P3 ot 21.11.2011 r. Ne323)

[NepeyeHb peakunx (opdaHHbIX) 3a6oneBaHNN
dopmupyetca MuHucrtepcrsom sapaBooxpaHeHus PP
Ha OCHOBAHUU CTaTUCTUYECKUX OaHHbIX U
pa3melyaeTcsa Ha ero ocpmumanbHOM cauTe B CeTU
«MHTEepHeT» N yTBepxaaeTcs npaBuTesnibCTBoM POD



HEMHOI'O LULU®PP

1983 r. — B CLLUA BBeaeH TepMUH «opdaHHble
bone3Hn» (0one3Hn-cUpoThbl) NpU yTBEPKAEHUN
3akoHopaatenbHoOro akta «Orphan Drag Acty,
onpepnenuswero 1600 Taknx 3aboneBaHnn u
cuHapomMoB, a Takxke 300 nekapcTBeHHbIX NpenapaToB
ana ux tepanuu. 2000 r. — B EBpone, 2010 r. — B Kutae

3aboneBaHue cyUTaeTca peaAKUMMm ecrnm BCTpeYvaeTcH
He vauwe, yem 1:2000 nnu npu pernctpauum 500
cny4yaeB Ha 1MNH HaceneHus

B EBpone 4yncno naumMeHToOB C peaAKMMn 3adboneBaHus
okono 30 MUnNIMMoHoB

BcTtpevaemocTb 3ab6oneBaHna 1:2000 BbIOpaHo m3
¢oMHaHCOBO-3KOHOMUYECKUX COOOpPaAXKEHUMN, T.K.
cTumynupyet cbapmMKomMnaHum paspabaTtbiBaTb HOBbIE
rleKapCTBeHHbIe npenapaTbl, CTOMMOCTb KOTOPbIX
OYeHb BbICOKA



HEMHOI'O LULU®P

29 cheBpana 2008 r.— MexxayHapoaHbiv [leHb
peakux oonesHewu

B pa3HbIXx cTpaHax kK opdpaHHbIM OONe3HAM MOryT
OTHOCUTCS pa3Hble 3aboneBaHnA (NpokKasa)

Opranuszauua EUROPDIS - cywectByeT oT 5000 oo
7000 peaknx bonesHewn

B Poccuu peaknmm cumntarotTcsa 60orne3Hu ¢
pacnpocTpaHeHHOCTbLIO He bornee 10-tn Ha 100000
yerioBek

B P® 3apeructpupoBaHo 230 ophaHHbIX bone3Hen

B P® opdaHHbIMU Done3HamMM cTpagaeT ot 1,5
MJTH 00 S MITH YenoBekK

CtonmocTb Nne4vyeHus pedeHkKa ¢
MyKononucaxapugosom B P® B TeyeHue roga
cocTaBnsieT oKono 32,5 MriH pyoneu
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NMPUYUHBLI PEOKUX BOJIE3HEW

MononaTtu4vyeckue
[[eHeTU4YecKue
UHeKUNOHHbIe
AyTOMMMYHHbIE

ToKCcunyeckue



https://durimar.com/wp-content/uploads/2015/02/-%D0%B7%D0%B0%D0%B1%D0%BE%D0%BB%D0%B5%D0%B2%D0%B0%D0%BD%D0%B8%D1%8F-e1460135632900.jp

OCHOBHAA XAPAKTEPUCTUKA
OP®AHHbIX SABOJIEBAHUA

CumMnTombl MOTYT NPOABJIATBCA C CaMOro poxaeHus
UIin B A€TCKOM BO3pacTe

Bonee 50% nposaBnAlTCA BO B3POCSIOM BO3pacTe

OrpaHu4yeHue KayecTBa XXU3HU — OT HeJoCcTaTKa Ao
yTpaTbl Kakon-nubo pyHKUnmn

BONbLWMNHCTBO COCTOAHUN He nmeeT 3P heKTUBHOIO
rie4YeHUsl, B HEKOTOPbIX cny4Yyasax BO3MOXHa
KOppeKuus otaenbHbIX CAMATOMOB

CnoXHoCTU c HabnwageHuem

BonbLWKUHCTBO 3a00neBaHUN ABNAIOTCA TSXeNnbIMU
XPOHUYECKMMMU 3a00neBaHNAMM

MHorvne conpoBoOXaalTCs XXU3HeYrpoXarLwumm
COCTOAHUAMMU



COUUAIJIbHBIE U MEOMUUHCKUE

NMOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

= G

HepoctatoyHana ocBeaAOMJIEHHOCTb Bpa4veu
NMpobnembl AMAarHOCTUKN
NMouck kBanndunumnpoBaHHOro cneuyuanucTra

NMouck gocrtoBepHon nHdpopmauum o
3aboneBaHuun

lMonck poctoBepHon MHpopmaumm o metoaax
neyeHwus

OTcyTcTBUE AMarHo3a 3aTpyaHsaeT noabop
TaKTUKU NeYeHUs 1 yxyalwaeT NporHos

BepoATHOCTL NOSIBNEHUSA B CeMbe APYrux aeTeu
c ophaHHbIM 3aboneBaHneMm



COUMUAIJIbHBIE U MEOUWLUMHCKUE
NOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

OpdaHHbIe 3aboneBaHUA 4YacTO XapaKTepnu3yrTCS
BbIpa)XeHHbIMN U3MEHEHUSIMU BHeELUHero Bnaa
OONILHOro U CONPOBOXAAKTCA HAPYLUEeHNAMMU

e AoBUratenbHou cdepbl

* ICUXNYeCcKoun coepbl

* CO CTOPOHbI OpraHa 3peHus
* CO CTOPOHbI OpraHa cnyxa

]

HEOBXOAUMOCTb B OCOBO0U COLMANBHOU U
NCUXONOrMYECKOW NOOAOEPXKE



COUMUAIJIbHBIE U MEOUWLUMHCKUE
NOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

Heo6xoaAMMOCTb NPUHATUSA COOTBETCTBYHIOLWUX Mep
Ha rocygapCcTBEHHOM YPOBHe AN pelueHus
BONpPOCOB

* ANAarHOCTUKW
* IeYyeHus
e coumanbHOro ooecnevyeHus

* b HaHCMpPOBaHUA cneunanu3npoBaHHbIX HaAYy4YHO-
nccnenoBaTeNibCKUX Nporpamm



COUMUAIJIbHBIE U MEOUWLUMHCKUE
NOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

B EBPOIIE:

e pa3paboTaHbl U PYHKUMOHUPYIOT creymnanbHble
rocyfapcTtBeHHble MporpaMmbil.

 BHegpeHbl HOBble MeToAbl ANAarHOCTUKU
pa3fiIMdyHbIMU MeToA4aMM aHannM3a oMornorm4eckKkmnx
obpa3uoB (bMOXNMUYECKNMU, UMMYHOSNOIM4YeCKUMM,
LUTOreHeTUYEeCKMMU, MOJIEKYNAPHO-TeHeTUYECKUMU U
Ap.)

e CcO3AaHbl cneunarnu3npoBaHHbIe PerucTpbl



COUUAIJIbHBIE U MEOUMUUHCKUE
NMOCNEANCTBUA OP®AHHbIX 3ABOJIEBAHUN

[eHOMHOe cekBeHupoBaHue:

>no3BonseT y3HaTb UH(popmauuto o kaxaom reHe B 1HK
>onpenenuTb NpeapacnosioXdKeHHOCTb KO MHOMUM

Oorne3HAM
«npouyntatbh» AHK ctouTt okono 10 000 eBpo

HacTopoXxXeHHOCTb K MPOYTEeHUIO pe3ynbTaToB: Y3HaTb
Bce ocobeHHocT JHK M0OXHO, HO OAHO3HA4YHO
npeackasaTb, BbI3OBYT JiM reHHble MyTauun 0orie3Hb
UMEHHO Yy 3TOro YyesfioBeKka — egBa nu.



COUUAIJIbHBIE U MEOUMUUHCKUE

NMOCNEANCTBUA OP®AHHbIX 3ABOJIEBAHUN

B POCCUUCKOWN ®EOEPALINMA:

1.

NOJIHOLUEeHHON obuLuManbLHON CTaTUCTUKMU NO
opdaHHbIM 3a0oneBaHNAM HeT

YUCJII0 POCCUSAH C OphaHHbLIMK 3a005IeBaHNAMM - OT
1,5 MnH oo 5 MnH YyenoBek

ana 300 Ho3onoruu paspaboTaHbl adppeKTUBHLIE
nporpaMmmbl NaToreHeTU4YeCKoro rie4yeHus
WHULUMUPOBAHO co3aaHue chepepanbHOro perucrpa
nauueHToB ¢ opdaHHbLIMU DONe3HAMU
cneunanbHble NPorpaMmMbl C 3TarnoOM CeJIeKTUBHOro
CKpUHUHra (bone3Hb Pabdbpwm, lNowe,
MyKonosincaxapmaos)



COUUAIJIbHBIE U MEOUMUUHCKUE

NMOCNEANCTBUA OP®AHHbIX 3ABOJIEBAHUN

B POCCUUCKOW ®EOEPALINN:
6. ¢ 01.01. 2019 r. HOBbIX NOPAAOK 0becrnevyeHUs

riekapcTtBamMu naumeHToB € ophaHHbIMMU
3aboneBaHuaAMU - anda 12 peakux saboneBaHuUM
riekapcTBa OyayT 3aKynaTbCs 3a CYeT cpeacTB
cdenepanbHoOro orogxeTra:

remocpunus

MYKOBMUCLUMNA03

runocpunsapHbIN HAHU3M

OGone3Hb lNowe

35110Ka4YecTBeHHblIe HOBOOOpa3oBaHUA NMMdpONOHOMU,
KPOBETBOPHOU U POACTBEHHbIX UM TKaHen
paccesiHHbIN CKnepo3

COCTOSIHME nocne TPpaHCMNflaHTaLuuM opraHoB U TKaHen
reMoJSIMTUKO-YPEeMNYECKUU CUHOPOM

FOHOLLECKUWN apTPUT C CUCTEMHbIM Ha4Yyanom

O MyKononucaxapupo3ssbl |, [l u VI TunoB



COUUAIJIbHBIE U MEOUMUUHCKUE

NMOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

B POCCUUACKOWU ®EOEPALINN:

1.

VV VYV

HeoHaTaribHbIX CKPUHUHTI Ha NATb HacneacTBeHHbIX
3aboneBaHnmn (oxBat 99%):
deHUNKeToHYpUA
MYKOBMCLUAO03

ranakrosemus
agpeHoreHnTarbHbI CUHAPOM
BPOXAEHHbIU TMNOTNPEO3

1000 peTeun BbISABNAIOTCA Ha AOKITUHUYECKOU cTaaum,

YTO NO3BOJISIET Ha3HaA4YUTb AP PEeKTUBHOE NevYeHne U
n3bexartb UHBaNMAHOCTU pebeHKa, a B HEKOTOPbIX
crny4yasix U netanbHOro ncxoaa.



COUUAIJIbHBIE U MEOUMUUHCKUE
NMOCNEACTBUA OP®AHHbIX 3ABOJIEBAHUN

B POCCUUACKOW ®EOEPALUMA:

8. lNpeHaTanbHaa guarHOCTUKa - NoOMoraeT yBuaeTb
HapylleHnAa B pa3BUTUN pebeHKa elle B NepBOM
TpumecTpe 6epeMeHHOCTH




CAMbIE YNTOMUWHAEMBIE B CMU
PEOKWUE SABOJIEBAHUA

/mons cpeau Bcex cOOB1IeHMN IO TeMe 3a mepuoj/

lemodpmnns — 18%
MykoBUCUMA03 — 16%
BAC (60K0BO# aMMOTPOPHIECKIII CKIEPO3) — 11%
Bonesns 'ome — 6%
BynnesHbIii anuaepMon3 _ 6% 1
Llennaxkus _‘59?
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COUUANIBbHbBIE N MEOUMUUWHCKUE
NMOCNEONCTBUA OP®AHHbIX 3ABOJIEBAHUN

PE3YJbTATblI OHNAWH-OMNPOCA

6% 4%

14%
51%

33%

[ HMKOrAa He CTanKMBanmnchb CO CroBocoYeTaHnAMM "peakue (opdaHHbIe)3aboneBaHma”
Bl nNpocTO BCTPeYanu Takoe CrioBocoYeTaHue

[J NOHUMAIOT NO KaKOMY NPUHLMNY 3a00neBaHUA OTHOCAT K OphaHHbIM

] MOTyT NpMBECTM NPUMeEp peaKoro 3abonesBaHus

I 3HaKT nogeun ¢ opdaHHbIMKU 3a0oneBaHUAMU



24 opaHHbIX 3aboneBaHNA, cCepbLe3Ho
yrpoxatroLiume XXN3Hu

=

. bone3Hb Naccepa

2. bone3nb MapkunadaBbi-Mukenu

B

y | (20 G711

8.
O

AnnacTtn4yeckasa aHeMus
HEeyTO4YHeHHas

Cunpgpom CTtroapTa-lpayapa
CvHapom 9BaHca
OedekT B cucrteme KoMmnneMmeHTta

NMpexaeBpemMeHHas nonoBas
3pefiocTb UeHTpasribHOro
NnpouncxoxaeHus

Borne3Hb «KNeHOBOro cupona»
Tupo3nHemus

10.HapyweHuna ooMeHa XXUPHbIX

KUCNoT

11.N'omoumuCTUHYpUA
12.MNoTapukaumaypus
13.MNanakro3zemus

14.bone3Hb BunbcoHa
15.He3aBepLlleHHbIX OCTEOreHes
16.FOHOLWEeCKNUN apTPUT C CUCTEMHbLIM

Ha4valriom

17. HapyweHus obmeHa
apoMaTU4eCKUX aMUHOKUCHOT
(knaccuyeckan cheHUNKeTOHYpUS,
apyrve Buabl
runepdeHnnanaHMHeMmmn)

18. Apyrue Bnabl HapyweHUn obmeHa
aMMHOKUCIIOT C pa3BeTBJIEHHOM
Lenbio (M3oBanepuaHoBas
aumaemMusa, MeTUnmMmanoHoBas
aumaemums, NnponnoHoBas
aumaemums)

19. Apyrue cpuHronmnmpao3sbil:
oone3Hb ®abpu (Pabpwu-
AHpepcoHa), HumaHa-lNuka

20. Mykononucaxapuaos, tvun |
21. Mykononucaxapugo3s, tvun ll
22. Mykononucaxapuaos, Tun VI

23. OcTpas nepemexaroLwasn
(neyeHou4Han) nopdupusn

24. JleroyHasn (apTepuanbHas)
rmnepTeH3usa (nanonartnyeckas)
(nepBnyHan)




PEOKUWN BOJIbHOW —
OBPEYEHHbIN BOJNTbHOU

Henb3s cka3aTb, 4TO 60NLHOU peAKUM HeAyrom
obpeyeH. CerogHa MeaANLMNHA MOXET KYCMUPUTbY»
Lernble rpynnbl op¢aHHbIX 60ne3Hen.

K npumepy, npu HacneacTBeHHbIX 3aboneBaHNAX
obmeHa BewecTB (Mx okono 500-600) xopoLumne
pe3ynbTaTbl AaeT (hepMeHTHasa 3aMecTUTenbHas
Tepanusa: HeaoCTalLWMN B OpraHusme pepmMmeHT
BOCMOJSTHAETCA C MOMOLLLI0 cneyuanbHOro nevyeobHoro
NMUTaHUA.



PEOKUWN BOJIbHOWU —
OBPEYEHHbIVN BOJIbHOU

NMomnmo aToro ectb M ocodble opcaHHbIe npenapaTbl —
dapmaueBTUYECKUE CpeacTBa, Co3aaHHbIe Ans
revyeHusn peakux oonesHen. OgHaKo X CTOMMOCTb B
COTHM pa3 NpeBbIlaeT UeHbl Ha AneTUYEeCcKoe nuTaHue.
BbinyckaTb nekapcrtBa Afs Y3KOro Kpyra notpeburenen
dapMKOMNaHMAM HEBbIFrOAHO: HU3KOA4O0X0OA4HOE
NpPoOn3BOACTBO KOMMEHCUPYKT BbICOKON LLEeHOU Ha
npenapartbl. Tak, le4eHUe o4HOro nauMeHTa MoxeT
o0oNTUCbL rocyaapcTBy B A4ECATKU MUSTJIMOHOB.



MNyTn PELLEHUA
MPOBJIEMbI PASPABOTKU OP®AHHbIX
NMPENMAPATOB

- EBponenckum napnameHtom B 2000 r. BBegeHa B
aeucteue gupektusa Ne 141/2000, nocBAweHHas
opcaHHbIM OOJIE3HAM U NEKApPCTBEHHbIM NMpenapartam

 Bo ncnonHeHue 3Ton gupekTnBbl B JloHAOHe co3paH
KomuteT no opdaHHbIM npoayktam (COMP), koTopbiu B
cpok ao 90 oHen AOIMKEH paccMmaTpuBaTh AOCbe Ha Takue
rieKapcTBeHHble npenapartbl, a EBponenckasa kommccusa B
30-OHeBHbIN CPOK AOMKHA NPUHMMATb pelueHue ob nx
NPUMEHEeHUMN.

* [penapaTtbl ANA ne4vyeHus opdraHHbIX 3aboneBaHUN
cornacHo gupektuse EC MoryT ObITb 3aperncTpupoBaHbI
NP HeJOCTaTOYHOCTU AaHHbIX Pe3yfibTaTOB KIMHUYEeCKNX
nccrneaoBaHun



TepaneBTU4Yeckue rpynnbl opdraHHbIX
npenapatoB, oaoopeHHble B EC B 2002-2013 rr

cpeacTBa, BNMAKOLWME Ha NULLEeBAPUTESNTbHYIO CUCTEMY U
meTtabonusm - 11 npenapaTtoB

cpenCcTBa, BNUsOLME HA CUCTEMY KPOBU M reMOnoa3 - 2 npenapara;

cpeAcTBa, BNUsIlOLWME HA cepaeYHO-COCYyaAUCTYI0 cuctemy - 5
npenapaTtoB

cpencTBa, BNMAKOLWME HA MOYENoOSIOBYHO CUCTEMY U NOJIOBbIE
ropMmoHbl - 1 npenapar

npenapaTtbl FOPMOHOB AJ1 CACTEMHOro NpUMMeHeHus (Kpome
NONMOBbLIX FTOPMOHOB U MHCYNNMHOB) - 3 Npenapara

NPOTUBOMUKPOOHbIE cpeacTBa AN CACTEMHOIrO NPUMEHEHMUS - 2
npenapara

aHTUHeoNnacTU4Yeckue U MMMyHoMoAynupyrouime cpencTea - 29
npenapaTtoB

cpencTBa, AeNCTBYlOLWME Ha HEPBHYIO cucTeMy - 6 npenapaToB
cpencTBa, AeNCTBYKOLME HA pecnupaTopHyIo cucTemy - 2 npenapara
pa3nuyHbie cpeacTBa - 2 npenapara



HEMHOI'O LIUPP

1. Kak npaBuno, opaHHble 3aborieBaHUSA OOYCrOBMEHbI
reHeTU4eCKMMU OTKNOHEHUAMMU

2. CuMnTOMbI 60ON1Ie3HU MOTYT NPOABIIATLCA KaK B paHHeM OeTCTBe,
TaK U BO B3pOCNIOM BO3pacTe

3. AnarHocTuka opcpaHHbIX 3aboneBaHnn B 2/3 criy4yaeB npoucxoauT
B paHHEeM AeTCKOM Bo3pacTte

4. OpdaHHble 3aboneBaHUs, KaK NpaBusio, CONPOBOXAAOTCH
WHBanuansaumeu u NpUBOLAT K feTaribHOMy ucxoay.

5. NletanbHbIn ncxop ana 10 % HacTynaeT B Bo3pacTte A0 5 neT, a

ewe ana 12 % - B Bo3pacTte oT 5 o 15 ner

. UuBanugHocTb HacTtynaeTt B 65 % cny4asax

. KuuBanngHoctu npusoaat 50 % opdaHHbIX Heayros

. Kaxabin nATbIN O0NBLHOWU CTPpadaeT oT 6onu

. Kaxabin TpeTun He MOXeT BECTU CaMOCTOATEeNbHbIN 00pa3 XXU3HU

10.PaHHAA guarHoCTUKa U nogaepXxuBarowasi Tepanmust MOryT
YIYULUNUTb Ka4€CTBO XXU3HN OOSNbHbIX OphaHHbIMU 3a60neBaHUAMMU

© 0 N O



CuHAapom

(Mukponcus)

HeBponornyeckoe paccTtponcTBo,
KOTOpOe 3aTparuBaeTt BusyaribHoe
BOCNpuaTUe nioaemn.

BonbHble HabnwaawT NpeaMeThl,
noaen N XXNBOTHbIX HAMHOIO
MEHbLUMMU, YEM Te €CTb, K TOMY Xe U
paccTosiHUA MeXxay HUMU npeacTaroT
UCKaXXeHHbIMM.

3aboneBaHue 4YacTo Ha3bIBaAKOT

“KapnUKOBbIMMU rannrouyuHaumamm’
Unu “nNNUnNyTCcKuUM 3peHunem”



CuHapom

U3BecTeH cnyyan, korga B 60-x B
KeHTYKKM npoXxuBano uenoe
CeMenCTBO TaKux ” nopen,

N3BECTHbIX KakK dborenThl.

Takass 0COOEHHOCTb He MeLuasna um
CMOKOMHO XWUTb, HEKOTOpbLIe Noaun
noxuBanu n ao 80 net. Takas
YHUKaribHasi 0CO6eHHOCTb
nepenaeTcs U3 NOKOJIEHUA B
NnokKosneHue



CuHAapom
(runepTpUx03)

U3BecTHOCTbL cuHApPOM nony4yun B 19
cToneTuun, bnarogapsa BbICTYNJIEHUAM B
uupke aptuctkm KOnuum MNacrtpaHbl
Kutanckune y4yeHble 3a 4 roga noMckoB
OOHapyXunu cpegm cBoero
MHOromMunnmapaHoro HaceneHus scero 16
OONbHbIX YeNOBEK U BbISCHUIN, YTO
BpeaHyr MyTauuio HeceT B cebe 17-5
XPOMOCOMa, Y OONbHbIX K TOMY Xe
OTCyTCTBYeT ANMHHbIN (pparmeHT JHK €
KOonusamMm reHoB. XpoMmocoma
peopraHM3oBbLIBaeTCA U CYUTLIBAET
coceaiHUM reH, KOTOpPbIX KaK pa3 un oTBe4vaeT
3a poCT BOJIOC, B pe3yribtaTe opraHM3m
Ha4yMHaeT yCUNieHHO BbipabaTbiBaTb
COOTBETCTBYHOLIME Oesiku, KoTopble U AarT
Takou BHeWwHuUm acpcext




bone3Hb

( )

Jlroan ¢ TakKMMKU OTKNOHEHUSIMU crneunaribHO u3derarT COnHUa, UM
KaXeTCs, YTO OT COJFIHEYHOro CBeTa UX KOXa NOKpbIBAeTCH OXXOoramum u
BonAabipsasMnu. CBeT NPUHOCUT UM HECTEPNUMYIO OOJSIb, KOXKa HaYUHaeT
“ropetb”

Y 6onbHOro HapyLwaeTcA NMUrMeHTHbIN OOMeH, a B KoXe
noa BO3AeuCcTBMEM COJTHEYHbIX JIyYen HaYMHaeTcsa pacnag,
remorno6uHa. NokpoB npuodpeTaeT KOPUYHEBLIN OTTEHOK, MICTOHYaAChb
n nonasicb. llocne A3B U BocnaneHun pyouoBasl TKaHb NoBpexaaeT
Aaxe XpAWM, ToO eCTb HOC U YLK, KOTOpbIe OT 3TOoro AedopMUpPYIOTCH
OHem Takue noau owyLarT yrnagok CUn n BAnocTb, npeanoyuras
ApemMaTtb. A BOT HOUYbLIO, NPU OTCYTCTBUM ynbTpacuonerta, 60sibHbIE
3aMeTHO OXUBNAKTCSA




Linuepo

Ilroan ¢ unuepo BbIHYXAEHbI
eCTb abCOSNOTHO HeCbeAOOHbIe
Bewn. B pesynbraTte B XXenyaok
nonapgaeT Knew, rpasb, oOymara,
rMuWHa, yronb U gapyrue
HeanneTuTHbIe BellecTBa.
YyeHble nonararoT, YTO TaKoe
noBegeHue gaxe B YeM-TO U
ornpaBgaHoO — YenoBeK owyuiaeT
B CBOEM OpraHnu3mMe HexBaTKy
KaKUX-TO MUKPO3NIEMEHTOB UMK
MMUHepanoB N NOACO3HaTeNIbHO
NbiTaeTCA BOCMNONMHUTb 3TOT
npoGen




CuHAapom

Ecnu yenoBek 60s5eH 3TOU
HeoObIYHOU OONe3HbLI, TO NpU
nonagaHuuv B MecToO, rae
HaxoauTca bonbLioe YUcno
npegmMeToB UCKYCCTBa, OH
Ha4yuMHaeT UCNbITbIBATb HE
NMPOCTO BOJIHEHME, a
roroBOKpYXeHUue, yBenm4yeHue
nynbca un gaxe ranfouuHauun.
OOHUM M3 caMbiX onacHbIX AfA
OONbHbLIX CUHOPOMOM ABNAETCA
ranepes Ydduvum Bo
PdnopeHuun. HecmoTpsa Ha
MHOXeCTBEHHbIe
cBuaeTesnibCTBa, CUHAPOM ObIn
yeTKo onucaH nuwb B 1979 roay
UTaNbAHCKUM NCUXUATPOM
MarepuHu



bone3Hb

OueHb penkoe n TAXKENoe no
CBOEMY TeYEeHM IO reHeTU4YecKoe
3aboneBaHue, NPy KOTOPOM
MbILULbI, CYXOXUNNA N CBA3KMU
NOCTeneHHO NnpeBpaLLaloTCA B ...



CuHapomMm —

BpuTtaHckun Bpad [xoHaTaH
XaTtumHcoH B 1886 r. BnepBble
onucan 3To 3aboneBaHue y
Manb4uka 6 ner.

Pe3ko 3amepnnsieTcs pocr,
oTMeyvarTcH atpoduyeckme
U3MEeHeHUus aepmbl, aTtpocdpus
MbiWLU, AUCTpohnyeckme npoueccol
B 3ybax, Boryiocax n HOrTaXx;
perpeccuBHbIe U3MEHEHUSA
NPOUCXOAAT B KOCTHO-CYCTaBHOM
annaparte, MMOKapae, pa3BUBalOTCS
rmnonsiasmsi NOsI0BbIX OPraHoB,
aTepocCKnepo3, NOMyTHeHue
XpycTariuka HapywaeTcsl XKMpoOBOM
oomMeH




OTCYTCTBUE pagyXHOWU
00OO0ONoYKM rnasa,
reHeTU4YeCcKasa NaTosiorus,
KOTOopas Yalle Bcero
coyeTaeTcs C
MONEKYNnsApHOU
runonnasven 3puTenbHOro
HepBa, KaTapakTou. B
KNMUHUKe - CBETODOOSA3HDb,
ropn3oHTasNIbHbIN HUCTArM.
B HeKoTOpbIX criy4yasax
AnarHocTupyeTcs
BpOXAeHHas rrnaykoma.



7 Koﬁoruan ,

CuHgpom

3 rnasuang' L

Pepkoe X-cuenrneHHoe
3aboneBaHue,
Xapaktepusyrouieecs
TUNMNYHBLIMU NNUEBbIMU U
nanbueBbIMU cuMmnTomamu. B
MriageH4YecTBe U AeTCTBe POCT
3amMepgnsieTcs. Y Mmanb4yuKoB
MOXeT BCTpevaTbCs
KPUNTOPXN3M, MAKPOOPXU3M



CuHgpom

[deneuus KOPOTKOro nneyvya 5

xpomocombl (Kapotun 46 XX 5p-

unu 46 XY 5p - CHMxeHas

NPOAOCIKNTESNIbHOCTL XXU3HMW)

" - aHTUMOHTIOJIbHbIN pa3pe3
rnas

= -Kocornasue (cTpadusm)

" 3Ha4YUTesIbHOEe CHUXEeHue
3peHus

" rMnepTenopusm

" XapaKTepHbIN nrnav,
HanoMMHaKLWMUU KOLLAYbe
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CuHpgpom

HacneancrBeHHoe 3aboneBaHue
C ayTOCOMHO-peLeCcCUBHbIM
TUNMOM HacrenoBaHUSA —
cBoeobOpa3Hafa pasHOBUAHOCTb
KapnMKoOBOCTHU, OOyCrioBneHHas
BPOXAEHHLIM AedeKTOM reHa
peuenTopa COMaTOTPONHOro
ropmoHa. lNaumeHTbl poXaarTca
C HOpMaribHOU Unu
YMEHbLUEeHHOW OANMUHOMU Tena,
aednuyuta maccol HeT. C
BO3pacTOM CTerneHb 3a4epXKu
pocTa HapacTaerT,
nporpeccupyeTt n3dbITOK Maccehbl
Tena. XapaktepHo «KykonbHoe»
nuuo



XPOHUYECKUN CITIN3UCTbIN KaHOWO03

* CBfi3aH C HapyLweHueM (pyHKLUMU NENKOLNTOB

e 0OycnoBIeH reHeTUKOM YenoBeka u
nepepaeTcs Nno HacneacTBy

KMIMHUYECKAA KAPTUHA

KOXX@, HOITU U CNTU3UCTbIe TKaHU NopaXKakTcH
rpPuoKom

* YeJioBeK NOCTOAHHO ‘-I¥IBCTB eT cnabdocTb n
BAJIOCTb, CTPpaAadeT NOHNXEeHHbIM
dpTepuanbHbIM OaBJIeHUem

* NOHWXaeTcCH ychBeHb Caxapa B KPpOBU U
NOoABIAIOTCAHA CyAOpPOru.

* BO3MOXHO BbllnageHue BoJsioCc U nosisrieHne
rmneprmMmrMeHTaulnnn KOxwu

* XPOHWYECKUU CINTU3UCTbIN KaHONAO03 _
n osouup_iyeT a3BUTNE XPOHUYECKOU OOre3Hun
Nerkux, a Takxe renaTtura.

neten bonesHb Bbi3blBaeT 3amenrieHme
OoCTa U pa3BUTHA.

AONATHOCTUKA npoucxoaut nytem
reHeTU4YeCKOro nccnegoBaHns

NIEMEHUE - 3710 n_PMeM NPOTUBOrPUOKOBLIX
gpp‘eflcm («HucTaTtuHa», «kKnotpnmasona» u



TuMmoma

* B Nepuoa pocta TMUMOMa NpakTU4YeCKun
He fgaeT o cebe 3HaTb.

* KOrga oHa QocTuraeT onpeaeneHHbIX
pa3mepoB, NOSABNAKTCA CUMNTOMbI
cAaBnuBaHusA 6nNn3nexawmx opraHoB

* MPOUCXOAUT B3AYyTUE LLUENHbIX BEH

* HaOnAaeTcHa oAbILIKA U yYalleHHoe
cepaoueduneHune

* eTCKasAs TUMOMa CNocoOHa
3HaunTenbHO aechopmMupoBaTb
rPYAHYIO KINETKY.

MOIYT NOABIATLCA:

* OQYTNOBATOCTb NNLA;

* 0bocTpeHune pecnMpaTopHbIX
oonesHemn;

* bonun, otaawoLime B o6nacTb nrneuya,
LLen U Mexay nonaTtkamu.

ONATHOCTUKA:

* PEeHTreHonorn4yeckoe oocnegoBaHue
* KOMMNbIOTEPHON TOMOrpaduu.
OCHOBHOM MeTOL NeYeHus

* ONnepaTUBHbLIN.




CuHppom JInH4a

paK TONICTOMN KULLKU, KOTOPbIU NepenaeTca No HacneacTBy

3N10KaYyecTBeHHas onyxosib pa3BuBaeTcsl BCrneacreme
reHeTM4eCKOM NaTosyiorMm n Mytauum HEeCKOJIbKUX FreHOB,
MUMEHHO NO3TOMY OHa He OTHOCUTCH K KaTeropmun oo0bIYHbIX
paKoBbIX 3aborneBaHU

Ha TeppuTopun EBponbl ero HaxoasT y O4HOro YenoBeka U3
ABYX ThICSM.

CTaBAT AMArHoO3 B TeX CriyyasiX, Korga He MeHee 4YeM y Tpex
pPOACTBEHHUKOB NauueHTa (nepBoro nopsaaka) obin
AWarHoOCTUpPOBaH paK TOSICTOU KULLKKU B Bo3pacTe Ao 50 net

HOCUTENIN MYTaHTHbIX FreHOB NpeApPacnonoXeHbl He TONMbKO K
3/10Ka4eCTBEHHbIM ONyXOosnsiM KULUEeYHUKA, HO U K
KOJNlopeKkTasibHOMY paKy, paKy aHAOMeTpUs, ANYHUKOB,
)Kenyaka, rofloBHOro Mo3rau T. A



PetuHobnacroma

* HA4YNHaeT pa3BnBaTbCA B MIlaAeéH4YecTBe U OﬁOCTpﬂeTCﬂ K ABYM
rooam.

°* noaaBnsAoLlee Korin4ecTBoO Clriy4yaeB ANarHoCctumpyetTcsa B Te4eHue
NnepBbIX NMATU NeT XKN3HN.

KIMIMHUWYECKUE NMPOABIIEHUA

* HeeCTECTBEHHOEe CBeYeHune 3paydka

e rnasHasn 6onb

* pe3Koe yxyalleHne 3peHuns

Y mnageHua BbISSBUTb 3TU CUMMNTOMbI NPAaKTUYE€CKU HEBO3MOXHO.

OWATHOCTUKA
- MPT

- Y31

- KT

NNIEMEHMUE:
* KpMoTepanus,
* ¢poTOKOArynsyus.

FnMaBHOEe NpenmyLLecTBO 3TUX Npoueayp B TOM, YTO OHM NO3BOJIAIOT
COXPaHUTb 3peHne NauMneHTy .



3AKJTIOMEHUE

Bonpocbl AOMArHOCTUKM U NeYeHUs  penkux
3aboneBaHumn ABJAIOTCS BaXXHOM MeaunKo-
counanbHoOM MU  IKOHOMUYECKOM npooGriemon,
TpebyrLwen KOMMNAEKCHOro noaxoaa Kak co CTOPOHbI
denepanbHbIX u pernoHaribHbIX OpraHoB
3aKoHoAaTesrIbHOM U UCMOJIHUTESIbHOWN BNacTU, Tak U
CO CTOPOHbI HAay4YHOro coobuecTBa, oOLWeCTBEeHHbIX
opraHun3auuu nauueHToB, OnarorBopuUTenbHbIX
opraHu3auum n couuarnibHO OTBETCTBEHHOro ousHeca



3AKJTIOMEHUE

MpucBoeHue opdaHHbIM 3aboneBaHUAM
IOpUANYECKOro crtatyca - 0Oe3yCrioBHbIM Mporpecc
MeOWLUHCKOro rnpaBa n OMo3TUKMN.

BmMecTe ¢ TeM nNpeacToOUT peluTb Leribiu KOMMJIeKC
npoonem, BCTawoWUX  nepea MeaAULUNHCKUMMU
paboTHUKAaMM WM nMNauueHTamMu, UX PpPoAHbIMU WU
ONMN3KUMMN.
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CHARGE — 410 37O 3HaAuUuUT?

e C — coloboma (Kkonoboma)
*H — heard defect (natonorusa cepaua)
*A — atresia choanae (aTpe3usa xoaH)

*R — retarded growth and development
(3apeprkKa pocTta n pa3Burtus)

G — genital abnormality — natonorusa
reHuTanunm

E — ear abnormality — natonorus yxa



IdnnaemMmnoriorus

CuHapom YAPOX amnarHoctupyerca, B cpeaHem, y oaHOoro HosopoxaeHHoro u3 3000-
12000 HOBOPOXKAEHHbIX AETEN.

Kakue ewle Ha3BaHuSA
CyLLeCTBYHOT?

CuHapom
Xonna-
XUTHepa

CuHapom
CHARGE

Accoumnauma
CHARGE



dtuonorus. FleHeTUKa NN BHeLLHAA cpena?

e Bnepsble, cnHapom CHARGE onucaH 8 1979 rogy

e CuHgpom CHARGE npeactaBnset cobon reHeTu4ecKoe
HapyLWeHMe, XapaKTepusytoLeeca LWeCcTbio NMPU3HaAKamu,
M3HaYa/IbHO 3aN10XKEeHHbIMU B ONUcaHue cnHapoma. OaHako,
cywectByeT 6onee 20 pa3aIMYHbIX NATONOTMIM, KOTOPbIE MOTYT
BCTPEeYaTbCA B Pa3/IMYHbIX BapuaLmnax.

ebonee yem y 50% geten, y KOTOpbIX ANArHOCTUPOBAH
cnHgpom HAPLXK BCTpeyaeTcA reHeTUYECKaAa MyTauMA reHa
CHD7. B 6onblunHcTBE cayvyaes, myTaumna reHa CHD7
NpPMBOAUT K BblpabOTKE aHOMa/IbHO KOPOTKOro N He
dyHKUMoHanbHoro 6esnka CHD7. I3meHeHMs B aKkcnpeccum
reHa B nepuog, pa3Bntnua ambpuroHa, No BCeN BUANMOCTH,
NPUBOAAT K Pa3BUTUIO CUMNTOMOB, XapaKTEPHbIX ANA
cnHapoma CHARGE.

eOaHAKO, AANEKO He y BCEX AETEN, Y KOTOPbIX
AnarHoctmposaH cmHgpom CHARGE npucytcteyeT mytauma
reHa CHD7/. CornacHo nccnegoBaHunam, B paae c/y4yaes,
NPUYMHOWN PA3BUTMA NMOPOKOB, XapaKTEPHbIX A8 CUHAPOMA
Charge, asnAatotcs ¢paKTopbl BHELLHEN cpeabl, a He reHeTUKa.




OunarHocTn4yeckue Kputepum

1. Konoboma - npucyrcresyery 70-90%
nauuneHtos ¢ cuHapomom CHARGE.

2. MukpodTtanbmua, aHoptanbmua —
BCTPEYAIOTCA NPU TAXKENbIX popmax
natonoruu.

*MHozaue demu, umesi MpPocmo padyXXHyto
Koriobomy yyecmeumersibHbl K SpKoMy ceemy
(ceemobosi3Hb). Xupypausi He Moxem
ucripasume ripobniemy. lNpu 6ruzopykocmu
unu 0aslbHO30pKOCMU rMoMo_2arom

o4yku. ConHyesawumHble O4KU U wrsna ¢
3aWUmHbIM KO3bIPbKOM criacarom om

3. lmnoroHagusm. gomogpobuu.

4. ATpe3na XxoaH — BCTpe4vaeTcAa NPpUMepHo Y
50% perten ¢ paccTpOMCTBOM 3TU NPOXOAbI
3a6210KMpoBaHbI (aTpe3na) nnm cyKeHbl
(crenos).




IdunarHocTtunyeckue Kputepum

5. OpraH cnyxa
® BHewHWn BMA,

Y peten c CHARGE cuHgpomom
HeobblYHble yWW. TUNUYHOE YXO
KOPOTKOE, LUIMPOKOE C HeE6ONbLLION UK
OTCYTCTBYIOLLUEN MOYKOMN.

Ywu rubkue, TopyaTt n3-3a cnaboro xpstua.
O6a yxa MoryT oTamM4aTbCca Apyr OT Apyra.

Bo mHoOrmx CNy4aAax BHELLUHUM BUA
HapyXHOIo yxa A40CTaTO4HO TUIMHNYEH,
yTObBbI 33 nogo3punTb ANarHoOs3.

e[ NyxoTa

MoTepa cnyxa U BeCTUOYNApPHbIE
HapyLleHuAa saBasaTcA Hanbonee
PacnpoCcTpPaHeHHbIMW 0COBEHHOCTAMM,
CBA3aHHbIMM C KOX/1€apPHOW rmnonnasnen,
OTCYTCTBYOLLMMU NOAYKPYT/IbIMU
KaHanamu.

*CmeneHb HapyweHUs cayxa
onpedenaemcs 8 pe3ysbmame
ayouoso02u4yecKoz2o obcnedo8aHUA.



Hecneuundunyeckne gnarHocTu4yeckKkume
Kputepum

*BpoXAeHHble NOPOKM cepaua (TeTpaaa
®anno, OAIll u gp.

e[Mnocnagms, KEPUNTOPXMU3M
ePacuwiennHa rybbl n Heba

e ATpe3uns nuLLeBoa, TPaXeonuLl,.eBoaHbIM
CBULL,

e3aepKKa poCTa N pa3BUTUA
e[loBegeHYecKne aHomaanm

CUHAPOM ANArHOCTUPYIOT NPU HaAnunK 3-4 cneynduUYecKnx Kputepues
’ UnKn 2 60nblIKX U 3 MaNbiX KPUTEpPUEB.



OnddepeHunanbsHaa guarHoCTuKa

CuHapom
aeneunn 2

‘ 2q11.2;
BOP- ATER

CMHAPOM accoumaum
na

CuHApom CuHAgpom
Hybepa KabyKku

CuHapom
AmbpyuL0-
JPUKCOHA

CuHgpom
WENNIVELE!



OnddepeHumnanbHaa guarHoCTuKa

meed 1. CUHAPOM AMBPYLILLO-DPUKCOHA

® cHAPOM opodaLmManbHOro paclwenaeHnsa, KOTopPbIN XapakTepumsyeTcs
pacwennHom Heba, rasHon Konobomou, rmnocnaganen, CMellaHHoM
KOHAYKTUBHO-CEHCOHEBPAJIbHOM TYrOyXOCTblo, HU3KMM POCTOM U PaanNO-
JIOKTEBbIM CUHOCTO30M.

emmmd 2. CHOpPOM KansimaHa

® reHeTUYeCcKoe HapyLlleHne Pa3BUTKSA, XapaKTepm3sytoweeca accoumaumnen
BPOKAEHHOro rMnoroHaaoTponHoro runoroHaamnama (CHH), obycnosneHHom
AePNLUNTOM FOHAAOTPONUH-PUANINHT-TOPMOHA (GNRH), a TakKe aHOCMKUEN nnu
rmnocmmen (c runonnasmen uam annasmer o6oHATEIbHbIX TYKOBUL,).

sl 3. CHOpPOM geneunn 22911.2

® NpeacTaBaaeT cobor XpOMOCOMHYIO aHOMANMIO, KOTOPaA BbI3blBaET
BPOXAEHHOE MOPOK Pa3BUTUA, 0OLLIME YepPTbl KOTOPOro BKAOYAIOT CepAeYHble
nedekTbl, HebHble aHOMaNMKU, AUCMOPPU3M NMLA, 3a4EPHKKY PAa3BUTUA U
NnMmMmyHoaedunumT.

memd 4. VVACTERL/VATER accoumaums

* npeacTasnseT cobon accoumaLnio BPOXKAEHHbIX MOPOKOB Pa3BUTUS, 0BbIYHO
XapaKTepU3YIOLWUXCA HaIMUYMEM MO MEHbLLEN Mmepe Tpex 13 cneayoLWwmx:
nedeKTbl NO3BOHKOB, aTpPe3usa aHaNbHOro KaHana, AedekTbl cepaua,
TPaxeonuiLeBoAHbIM CBULL, aHOMaAMUN MOYEK M aHOMAIMN KOHEYHOCTEN.




OuddepeHUManbHasa AnarHOCTUKa

mmmed 5. CHApPOM Kabyku

® CUHOPOM MHOECTBEHHbIX BPOXAEHHbIX aHOMAIUN, XapaKTepU3yoLWMnca
TUNWUYHbIMM YEPTAMM INLA, AHOMAZIMAMM CKeneTa, YMCTBEHHbIMU HaPYLLEHUAMM
JIETKOM N cpeaHen cteneHn n aePpmuUnMTOM NOCTHATA/IbHONO POCTa.

sl 6. CHOpPOM HKybepa

® XapaKTepunsyeTca BPOXKAEHHbIM MOPOKOM Pa3BUTUA CTBOJIA FO/IOBHOTO MO3ra U
areHe3suewn M rmnonaasmen YepBem Mo3XKeykKa.

e /. CHOPOM BOP

® XapaKTepu3yeTcss aHOMaNUAMM KabepHbix Ayr (pacwennHbl, CBULLM, KUCTbI),
HapyLEeHUAMM cayxa (MOPOKN Pa3BUTUS YILHOW PAKOBUHbI C NPeaypUKYIAPHbIMU
AMKaMM, KOHAYKTUBHAA MW CEHCOHEBPA/IbHAA TYrOYXOCTb) U NOPOKaMM
Pa3BUTUA MOYEK.

AnddepeHumanbHaa ANarHOCTMKA OCHOBbIBAETCA Ha XapaKTEPHOM

KJIMHNYECKON U GEHOTUMNMMYECKOM KAapTUHE, a TaK Ke MONEKYNSAPHO-
reHeTUYeCKoM UccneaoBaHNM




INleyeHune

OKasaHue NoMoLLM BKIIOYAET XUPYPruuecKyto KOppeKLuto NOpoKOB Pa3BUTUA U
TWaTeNbHbIN yXo4,. BaXKHbliAi KOMNOHEHT HabaloAeHUA — AUHAMUYECKana OLeHKa

COCTOAHUA, KOPPEKLUA CONYTCTBYIOLWMUX 3a601eBaHNA.




? [lporHo3

PaHHAA AeTcKaa cmepTHOCTb Habatopaertca
npunbaunsurenbHo y 50% 6onbHbIX 1 KOppenupyer ¢
Haubonee TAXKeNbIMU BPOXKAEHHbIMU aHOMAZIUAMM,

BK/1l04AA ABYCTOPOHHIOIO aTpe3uto XxoaH, BIIC, OP.
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Y10 3TO TaKoe?.

*JTO peagroe aytToCoOMHO-peueccnBHoeE 3860HEBaHVIe,

NMPUYNHOMN KOTOPOro ABaseTca myTauusa B reHe CTNS, KoampyoLuem

JIN30COMA/IbHbIU nepeHoc4ynk uUUCTMHA, B Caeacrsme 4ero B pPaA3J/INYHbLIX
OpraHax U TKaHAX NMNPoncxoamnT BHYTPUN/TIN3O0COMAJ/IbHOE HaKon/jieHne unMCctmHa 1

OTNnoXeHune ero KPpUcTtasisios.

ellnctTMHO3  ABnNAeTcA Hambonee PACNPOCTPAHEHHOM  HaCNeACTBEHHOM

NPUYMHON NOYEYHOro cMHApoma PaHKOHN y AeTeN.

Yacrota BcTpewaemoctu: B CLLUA 1:200,000; 8 Espone 1:179,000; toBeHUbHAA

1 B3pocsaa $popMbl OTMEYaoTCA MeHee Yem B 5% cnyyaes.



OnucaHbl TPU KANHUYECKUX GopMbl 6BOE3HN:

1.

Kakue ¢popmbi 6biBatoT?

Knaccmnyeckaa nHbaHTuabHaa Hedponatudeckaa (OMIM 219800): KanHUKa

CUMHAOPOMA @PaHKOHMN K BO3pPacCTty 1 ropaa, XpOoHUYyeCrad nnoyeyHad

HeA0CTAaTOYHOCTb - K 7- 12 rogam.

lOBeHUNbHAA (npomerkyTodHaa) (OMIM 219900): Tak»Ke nopaxKeHue

no4yekK, HO C MaHudecTaumnen B NOAPOCTKOBOM BO3pacTe.

B3pocnas («aobpokadectBeHHaa») (OMIM 219750): noparkeHue rnas c

passutuem ¢otodobumnm 6€3 npusHakKoB BOBAEYEHUA APYIrUX OPraHoOB
(Kpuctannbl UUCTMHA OTKNAAbIBAOTCA TONBKO B POroBMLE U KOCTHOM

mo3re).



3TUONOrMA U nNatoreHes

[eH unctnHosa, CTNS, pacnonaraerca Ha xpomocome 17p13.

CTNS coctout wn3 12 535K30HOB W KoAMpyeT CUHTe3 UUCTUHO3UHA -
NHTerpasnbHoro 6enka snmM3ocomanbHOM MembpaHbl, npeactaBneHHoro 367

aMMUHOKNCNOTaMMU. Ctpyktypa reHa CTNS (17p13, 23 kb)
B CeBepHon AMmepuke u ATG TAG

B EBpone noutn 75% Bcex

MpocTpaHCTBEHHas CTPYKTypa
LIMCTMHO3UHA

nccnesoBaHHbIX afinenemn
nmeet geneumnto 57-kb un

3TO CaMaA 4aCTaAd MyTaunA

CTNS.
*CTtpykTypa reHa CTNS n UnCTMHO3NHA.



3TUONOrnUA U natoreHes

-10 + + 37

_Delesion whole CTNS + CARKL/SHPK genes (40 kb)

Deletion promoter + Ex 1-5 + part of CARKL/SHPK gene (20 kb)

Deletion Promoter + Ex 1-3 (13 kb) Deletion c.62-1083_c.551 (10.2 kb)

Deletion Ex 1-3 (4.2 kb) Deletion Ex 4, 5
[ 1 r— c.561+1delG
Deletion Promoter + Ex 1, 2 (1.7 kb) .562-1G>C
1-593-42G>C €.225434>T AT k2 ;:i;-;f:g
1-593-50G>T .61 61+2del 22545 225+6del W oT
1-593-S0insT GGT GTinsCC e
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Cxematunyeckoe npeactaeneHne reHa CTNS 1 Bcex 3aperMcTpmpoBaHHbIX MyTaumin y 605bHbIX
LMCTUHO30M. DK30-MyTauum oTobpaxkatoTcsl B HXKHEN NOSTIOBMHE PUCYHKA, B TO BPEMS KaK
NPOMOTOPHbIE N UHTPOHHbLIE MyTaUUKU U KPYNHbIE Aereunn otobpaxxaloTcs B BEPXHEN MOMOBUHE.
INC: nHgaHTUNbHbIN HedponaTniecku uMcTnHo3, JNC: toBeHUIbHbIM HedhponaTU4eCKUn LMCTUHOS,

OC: rmasHon LUCTUHO3



3TUONOIrMNA U NatToreHes

ePyHKUMEN UMUCTUHO3MHA ABNAETCA MEePeHOoC UUCTMHA W3 JIN30COMblI B

LNTOMNNa3My.

Y 6eccMMNTOMHbIX TeTEePO3UroTHbIX HOCUTE/NEM OTMe4vaeTca [ABYKpPaTHoeE
CHUXXEHWEe aKTUBHOCTU LUMCTUHO3MHA. [py 3TOM YypOBEHb BHYTPMKAETOYHOIO

LMCTUHA OCTAETCA INLWb CNErKa NOBbIWEHHbIM.

e TAXECTb KNIMHUYECKMX NPOABAEHUIK BONE3HN NPAMO
KOppPe/IMpPyeT C KOHUEHTpaunen
BHYTPWU/IM30COMA/IbHOTO LIUCTUHA

n obpaTHO - ¢ pe3nayanbHomn GyHKLUEN

LUCTUHO3MHA . f )/
\ protein degradation /,v’/ i

g Ivsosom, = ///
x S .o
R 3
— _—

MexaHn3Mm HapyLleHUsi TpaHcnopTa
LIMCTUHA



1.

KnnHnyeckue npoasneHus

CumntTombl LUCTUHO3A Pa3BUBAIOTCA NOCTENEeHHO:.

B nepBble 3-6 mecAuEeB *KU3HU KAUHUYECKME NMPoABAeHUA 6onesHn vaule

OTCYTCTBYIOT.

K 6-12 mecauam nosBAsloTcA Hecneunduyeckme CMMNTOMbI: aHOPEKCKUs,
PBOTa, NOANYPUS U 3anopbl. BO3SMOXKHO pa3BUTUE 3NU3040B NUXOPAAKMK C
npusHakamu aerngpataumm. CTaHOBUTCA  3aMETHOM  YMEHblUeHue

exemecCAYHbIX I'IpVI6aBOK B BecCe.



KnnHnyeckue npoasneHus

Mpu pazsutnmn cuHgpoma PaHKOHM:

*NoTEPS *KUAKOCTU U SNEKTPONUTOB
*aMUHOALMAYPUA

®* HOPMOT/IMKEMUYECKASA FHOKO3YpUs

epochaTtypus

*rUMNEePKaNbLUNYpPUA U TMNEPXI0PEMNYECKUN aLMNa03.

Anype3 MmorKeT bbiTb CTONIb 3HAUYUTE/IbHbBIM, YTO Y HEKOTOPbIX 60/bHbIX Ha

Ha4a/IbHOM 3Tane npeanosiaraetca Haimume HeCaxapHoro p,Ma6e'ra!



KnnHunyeckue npoasneHun

3HauuTeNbHan 3KCKpeuua Kanbuma u pochatoB NPUBOAUT K MeAyANAPHOMY

HedpPOKaNbLUHO3Y.

* Bo3aMmoXXHO pa3suTMe runodpochaTteMmUuecKoro paxuta C  BbICOKOM

3KCKpeunen pocdaTtosB, HOPMabHbIM YPOBHEM BUTaMUHa D,
NOBbILLEHNEM AaKTUBHOCTU LLEeN0YHOWN pocdaTasbl,
N Kak cneacTBue:

eO0CTEOMANALMUA

e nedopmauma Kocreu

*3a4€epPiKKa (IJOpMI/IpOBaHMﬂ MOTOPHDbIX HaBblIKOB.

*paxuT Npu LUUCTMHO3E.



KnnHnyeckue npoasneHus

e[lp pPas3BUTUM  TUMNEPKANbLUYPUYECKON  TUMOKANbLUMEMUN  BO3MOMKHO

BO3HMKHOBEHUNE TETAHUMN.

e[MNoKannemms, B psage cayyaes Hume 2,0 M3KB//N, MOXeT NPUBOAUTL K

HapyLUeHUAM cepAae4yHOoM NPoOBOANMOCTH.

eKapHUTUH TaKKe Tepsetca npu cuHapome PaHKOHMU, YTO MOXKeT ObITb

NPUYNHOM MbiLeYHOMU cnabocTu.

eKpome Toro, npu cuHapome PaHKOHU BO3HUKAET TYbynAapHaa NpoTeuHypUsa C
notepel 6enKOB TaKUX, KaK: anbbymuH, B2 — MUKPOrnobyamH, namsouum,

6eNn0K - nepeHOCYMK peTuHona, benoknepeHOCUUK BUTaMuHA [ U MHOrux

ApPYrux.



KanHuyeckune npoasneHus.

B CeBepHon AmepuKe n EBpone uncTnMHO3 coctaBaseTt npubansutenbHo 5% cayvaes
XPOHUYECKON MOYEe4YHOU HeAOCTAaTOYHOCTU Yy AeTeu, Npu 3TOM CPeaHUM BO3PacT

AETEIZ C UUCTUHO3OM, HYXKAOAOLWUXCA B 3aMeCTUTEIbHOM TEPaANnUN, COCTaBAAET 9,5

nert (ot 1 po 20 ner).

CKopocCTb pa3BUTUA TEPMUHAIbHOM YPEMUU BapbUPyeT: Y HEKOTOPbIX NaLUEHTOB

AOCTUTaeTCA NNaTo, Y APYrux noyeyHasa GyHKLUA OYEHb BbICTPO CHUXKaeTCcA.

o -
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o
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Survival probability
=]
E-9

e
o

0.0 ot
0 4 8 12 16 20
Age at renal death (years)

*rnovyevHas BbKMBAEMOCTL Y DOMbHbIX
umuctnHosom (Manz & Gretz, 1994)



KnnHnyeckue npoasneHus

e [MCTONATONIOTMYECKM TMPU  LUMCTUHO3E pPa3BMBAeTCA aTpoPua  KNEeToK

NPOKCUMaNbHbIX KaHaNbLEB C UX Aepopmaumen no Tuny «nebeguHom wen».

eOyeHb XapaKTepHO MOBpPEXKAEeHWEe NOAOLMUTOB, KOTOpble NMpuobpeTaloT BUA,

MHoOroagepHbiIX TMraHTCKUX KZ1E€TOK.

B nogouutax u UHTEPCTULUUAJ/IbHbBIX KJ/IETKAX OTMEeYaeTCA OT/N10XKeHUune

Kpuctananos UunCtuHa.

10gHaKo, 6uoncma obbIMHO He NPOBOAUTCA.



KnnHnyeckue npoasneHus

eKak npaBuao, K Bo3pacty 16 mecaues npuM ocmoTpe C NOMOLLbIO LieneBomn
NlamMnbl BbIABNAETCA OT/IOXKEHMEe KPUCTaNoB B POroBuULE U KOHDBIOHKTUBE B

BUAE Uro/1b4yaTtbiX, onanecuupyowmx NOMyTHEHU.

eHa BTOpOV pgekage Xu3Hu passuBaerca ¢otopobuas M BO3IMOXKHO

BO3HUKHOBEHME TAXKENOWU KepaTonaTum C HapyLweHnem 3peHus.



KnnHnyeckue npoasneHus

1. UnctmHos nopaxaet MHorme HKesedbl B CBA3N, C Y4Yem Yy TMaUUEHTOB

HapyLlatoTeA:
* noTooTAaeneHune

*NPOAYKUUA CNE3IHOM XXNUAKOCTH
* cannBaumAa

9TO Aenaet ux CKAOHHbIMU K Pa3BUTUIO TMNEePTePMUU, CyXoCTu rnas, psore. 2.
Y OO0NbHbIX MOXET OTMe4yaTbCs aHeMWusa, O0OycnoB/IEHHaA npeXKae BCero
YMEHbLUEHNEM PeHaNbHOM MNPOAYKUMUN 3SPUTPOMNOSTUHA MNPU  MNOYEYHOWM
HeA0CTaTOYHOCTU U, B MEHbLUEN CTENEHWN, OT/IOKEHNEM KPUCTANNOB LIUCTUHA B

KOCTHOM MO3re.



KnnHnyeckue npoasneHus

Kak npaBuao, K Bo3pacty 16 mecaueB NPy OCMOTPE C MOMOLLbIO LLEeNeBOM
NNIAaMIbl BbIABAAETCA OT/IOXEHUE KPUCTANIOB B POrOBULIE U KOHBIOHKTMBE B BUAE
Uro/bYaTbiX, OMaNeCUUPYIOLWMUX MNOMYTHEHUM. Ha BTOpoM [Aekaje MHU3HU
pa3BmBaeTca $¢oTodobMs U BOSMOXKHO BO3HUKHOBEHME TAXKENON KepaTonaTum
C HapylleHuem 3peHusa. MHorga KpucTannbl OTKNaAbIBAlOTCA U B nepeaHen
Kamepe rnasa, pagy*Hon ob60/104YKe, LMAMAPHOM Tene, cocyamctor oboa0uKe,
Ha rNasHOM AHe W B 3PUTENbHOM HepBe. B HeKoTopbIX cayyasx pasBuTUe
MUITMEHTHON  PEeTMHOMATMW  NPeALWecTBYeT MOABAEHUIO  KOPHEeasbHbIX

KPUCTAJ1108B.



KnnHnyeckue npoasneHus

TpaHcMmuccuoHHas M
KOHBLIOHKTUBANIbHOMN

KIneTKu

( T. Kuwabara)

*Kpuctansol
LMUCTUHA

POroBULLbI.

CkaHupyrowasa 3M
KyndepoBCKOW KNETKU
ne4vyeHu

(Dr. Kamal Ishak)

*Kpuctannol
UMCTUHA B
KOCTHOM MO3re



IdunarHocTmyeckue Kputepum

1. [dwnarHo3 UMCTUHO3a MNOATBEPXAAeTcs onpeseneHMeM BbICOKOro YPOBHSA

ULUCTUHA B rPpaHy/0OUUTaX.

YpoBeHb IUCTHHA B JICHKOLUTAX
(1/2 umcTuHa/0€e/10K)

* HOPMAJIbHBIH < 0.2 umoan/mr denka
* reTepo3UuroThl <1.0 HMoOaBL/MT Deka
* Mopa;KeHHbIe rOMO3UroThl 2 - 15 HMouIb/MT Gesika
* a/leKBaTHOe JIeYeHHe <1.0 HMoOJB/MT OesIKa

* Kposb ¢ nurpaTtom naun IJITA, uepe3 4-6 4 nocie
npueMa HHCTeAMHHA.

2. [na BepudmnKaumm LUCTUHO3a AOCTAaTOYHO BbIAB/IEHNA KPUCTANNOB B POrOBULLE Y
naumeHta ¢ cuHapomom @PaHKOHM, TaK Kak MnoAobHble KPUCTanabl He
OOHapyKMBaAOTCA NPU APYrMX NPUYMHAX ITOFO CUHAPOMA Y AETEN, TAaKUX KaK:
TUPO3UHEMMUA, TaNIAKTO3EMUA, FenaTopeHasibHbIi rnMkoreHo3, 6onesHb

AeHTa, cuHapom Jloy..



[AAnarHocTnyecKkmne Kputepum

INB: OTcytcTBME KPMUCTAZIZIMYECKOM KepaTonaTumM He MNOo3BONAET UCKAIUYUTD

LUCTUHO3, 0COBEHHO Y M1aeHL,EB.

MHBa3nBHbIE npoueaypbl (,D,MaI'HOCTW-IECKaFI brnoncua Pa3IN4HbIX OpPraHoOs,

BK/104AA KOCTHbIW MO3l, KOHbIOKTUBY U I'IO‘-IKI/I) He ABNAIOTCA HEOGXOAMMbIMM.

PaHHUN ANarHo3 MoOXeT 6bITb yCTaHOBJIEH N C MNMOMOLWbLKO TreHeTU4YeCKoro

ncenenoBsaHuUA.

Mpn HaAnunm B cembe XOTA 6bl oAHOro pebEéHKa ¢ LMUCTUHO3O0M, NPU KaxKaomn
cneayouern 6epemMeHHOCTUM pPEeKoMeHAyeTcs MnpeHaTanbHas  AMarHOCTUKA
601€3HM C MOMOLLBbIO M3MEPEHUA YPOBHA CBOOOAHOrO LUCTUHA B KyAbType
aMHMOLUUTOB W/IN KNETKaX BOPCUH XOPUOHA, WMAM C MOMOLLbIO FEHETUYECKOro

ncecnengoBsaHuMA.



JleyeHue

JleyeHne UMCTUHO3a COCTOUT U3 CUMNTOMATUYECKON U cneunPuyecKom Tepanmu.
CumnTomaTMyecKas Tepanua Hanpas/aeHa Ha KoppeKuuto TybynsapHbIX NoTepb.

1. T[lpmém BOAblI A0NXKeH COOTBEeTCTBOBATb AMYype3y U Koppurnmpyetca npu

BO3PaCTaHUM SKCTPaPEHaNbHbIX MOTEPD.
2. MoppepraHWe KUCNOTHO-LLLENIOYHOro PaBHOBECUS:

*bukapboHatr HaTtpua wu Kaiunda,, AO0J/I*KHbl HA3HA4YadaTbCA B KOJIMYeCTBe

AOCTaTOYHOM ANs noageprkaHua obuiero 6mukapboHaTa CbIBOPOTKM HA YPOBHE
21-24 mmonb\n. MHorpga ana storo Tpebyetca 6onblioe Konnvectso bydepa —

6onee 10-15 MMONBb\KF B CYTKMW.

*[loTepn HaTpUA O0ObLIYHO YAAETCA KOMMEHCMPOBATb OJHOBPEMEHHO C

KoppeKumef/ﬁ KMC/IOTHO-OCHOBHOrO 6anaHca.



JNleueHue

e N8 noaaepsKaHUs KOHUEHTPaLMM CbIBOPOTOYHOrO Kaausa Bbille 3 MMOb\A

TpebyeTca NpuMeHeHne NpenapaToB Kaiusa B CyTOYHOM A03e 4-10 MMOb\KT.

’FI/II'IOCI)OC(I)aTeMI/IFI AO0/1KHA Ne4NTbCA Ha3Ha4YeEHUEM docdhartoB Kanma un HaTpuUA

B Ao3e 0,3-1 rpamm B AeHb.

Llenblo aBnsaeTca A0CTUXKEeHUe KoHueHTpauuu docdaros cbiBopoTku 1,0-1,2

MMOAb\A.

eButamunH D. TaK Kak akTUBHOCTb TybynapHoOM 1a- ruapoKkcmMaasbl 3Ha4YUTENbHO

CHUXKaeTCcAaA npm UMCTMHO3€, BO3HUKAET H€O6XO,£I,VIN\OCTb B Ha3HayYeHun la nau

1la-25-(OH)2 D3 (0,10- 0,50 g B A€eHb).

e KapHUTUH B cyTo4YHOM A03e 50 Mr\Kr B YeTbipe Npuéma.




Cneuudunueckoe neyeHue

LucreamuH (HS-CH2-NH2) - eanHcTBEHHOE BELWECTBO, l0KA3aBLIEE in vitro nin
Vivo cBOt0 3pPEKTUBHOCTb B KAYECTBE CYNpeccopa OTNI0KEHMNA LUCTUHA BHYTPU

JIN30COM.

ellncreamuH NPOHUKAaET B INSOCOMY, rae pacwenndaetr ymnCtuH Ha 4Ase MOJ1EKY/1bl
ULNCTENHA U 3aTEM COEOANHAETCA C O,EI,HOVI M3 HUX C NOMOLLbIO ,D,MCV!'Ib(I)VI,CI,HOl‘/JI

CBA3MU.

°O6pa3y+ou.|,v|ecn NPU 3TOM LI,MCTEI/IH-LI,VICTeaMMHOBbIVI KOMninexkc n umctenH He

HY*KAaklTCA ANA BbiIXO4a N3 TIU30COMbI B LUCTUHO3UNHE.

',ﬂ,VICVI'Ib(I)M,EI,HOe coeaguHeHne, Aasadroweecd aHa/q0rom JindamHa, NepeHoOCUTCAH

Yyepes NM3NHOBbIN NOPT.



JleyeHune

JIuzocoManbHbIN TPAHCIIOPT LIUCTHHA MIPH
UCTUHO3€E U 3 (DeKT ucTeamMmuHa

NH,~CH,~CHz SH
UNCTAIOH
(LluctreammnHa butaptpar) '

Mpenapat npoxoaut peructpaumio s P® Il . Il
| I
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C~CH;~ 8 8 CH, C{ HS — CH, CH ‘CH-CH; 88 CH; CH, NH,
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: Cystine + Cysteaming —» Cysteme + Cysteine - cysteamine o 2%

Cystine porter ‘ Cysteine | |
Cysteamine

HS — CH,— CH,—NH,



JNleueHue

B CeBepHon AmepuKe n EBpone ymcteammH npomMs3BoamTca B Buae butaprtpata —
KoMmmep4yeckoe Ha3BaHue npenapata Lucrtaron (Cystagon®). JleueHne AoaKHO
HaYMHATbLCA Cpa3y nocsie noATBEPXAEeHMA AaAumarHosa. [lo3a nocTteneHHO B
TeyeHue 6-8 Hegenb ysenunumsaetca ot 0.2 pgo 1.3 rpamma/m2 B AeHb.
MakcumanbHas pos3a 1.95 rpamma/m2 B  paeHb. LucteamuH  xopoluo
BCACbIBAETCHA, €r0 MAaKCMMa/ibHbIN 3OPEKT pa3BnBaeTcs Yepes 1-2 yaca n AaUTCA
He 6onee 6 vyacoB. [loaTomy CyTO4YHasA A03a AO/I)KHA Ha3Ha4vaTbCA B 4eTbipe
npuéma. TaK KaK OTBET Ha Tepanuto BapuabenbHbin, 3PPEKTUBHOCTb W
A0CTaTOMHOCTb [03bl npenaparta KOHTpOAupyeTcA onpegeneHnem

KOHUEHTPaUuun UMCTUHA B rpaHy/10UunNTax.



JleyeHue

LincraroH

(Llucreamuna buraprpar)

NH;CH,~CH; SH
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JleueHue

CBoeBpeMeHHaA Tepanua UMCTeaMMHOM [AOKas3asa CcBO 3PPEKTUBHOCTbL B
NNAaHe 3aMeJ/IeEHUA CHUMKEHMA NOYEYHbIX GYHKUMN U yNyYLLIEeHUs poCcTa Y AeTen
C UMCTMHO30M B AOAMANU3HYIO CTaguio. [axke npu nNo3gHemM Havane Tepanuu
BO3MOXHO Y/yylleHMe MoKalaTenem KayboykoBon uAbTpaumu, OAHAKO
cuHapom @PaHKOHW, KaK MNpaBuaO, He noaBepraeTcA obpaTHOMY pPa3BUTUIO.
OpanbHaa Tepanusa LUCTEAMMHOM He NPUBOAUT K PACTBOPEHUIO KPUCTANNOB B
porosuue. 3Toro 3P@PeKkta MOXKHO AOCTUYb MNPUMEHEHUEM COAEPHKALLUX

LMCcTeaMMH rnasHbix Kanenb (0,55% p-p — MMHUMYM 4 pas3a B AEHD).



JleyeHume

JleyeHune rnasHbIMU KannsgamMu LucTeammnHa
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JleueHue

LIncTMHO3 B CTaauM TEPMUHANbHOW YPEMWUM He NpPeaAcTaBAAeT Kakon nambo
cneunanbHon npobsiembl - MPUMEHAIOTCA U remoananus, M ambynaTopHbIn
NepuToHeasibHbIA ANanms3, HO METOAO0M BblbOpa, Kak M NPU APYrux BapuaHTax
KOHEYHOM cTagum 6O0Ne3HM NoYeK B [eTCKOM BO3pacTe, sBAAETCH
TpaHCNNAHTAUMA NOYKU. B TpaHCNAaHTaHTE HUKOrAa He peunanBupyeT CUHAPOM
®aHKOHMU, a BbIIBJIEHUE KPUCTA/I/IOB LMCTUHA B MOYEYHOM TKAHM OOBSACHAETCA UX
3aHOCOM /1eKouuTaMM U Makpodaramu Xo3siHa. PoACTBEHHWKM NauUMeHTa,
ABNAOWMECH FeTePO3UroTHbIMU HOCUTENAMM LMUCTUHO3a, MOTYT ObITb JOHOPaMM

NMOYKU, TAK KAK 3TO 3aboneBaHue Y HUX HUKOIrAa HE Pa3BMUBAETCA.



JleueHue

BbIZKHBaeMOCTb MOYE4YHOI'0 TPpaHCIIAHTaTa
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Van Stralen et al. 2011



JleueHue

CoxpaHsatoLeecs B NOCTTPAHCN/IAaHTAaLLMOHHOM nepuoae pasBuUTUE
cneumdpuyecKkoro naTosIOrMYecKoro npoLecca B pPas/iIMyHbIX OpraHax U TKaHaX
(MCKNtOYas MOYEYHbIA TPaAHCNAAHTAHT) AenaeT HeobxoAuMbIM MPOAO/IKEHME
Tepanuu uncteammHom. [pr BO3SHMKHOBEHMW caxapHOro AnabeTta, rMNOTMPEO03a,
MY*KCKOrO rmMnoroHaan3ma Tpebyercsa 3amecTuteibHas Tepanmnsa COOTBETCTBEHHO
MHCYNMHOM, L- TMPOKCMHOM WU TecTtocTepoHOM. HekoTopble nauneHThbl
HY»KAaloTCA B 3aMecTUTeNbHON Tepanun depmeHTaMu 13-3a HeAOoCTAaTOYHOCTM

3K30KPUHHOU PYHKLUN NOAKENYA0YHOW Kenesbl.



JleueHue

MpM  pa3BUTUM  apTepuanbHOM  TUNEepTeH3nM  TpebyeTca  Ha3Ha4YeHus
aHTUTUNEPTEH3UBHbLIX MpenapaToB. [MPMMeEHeHne ropmMoHa POCTa MOKA3aHOo Y
NaUuMeHTOB He AOCTUTWIMX ABaguaTuneTHero Bo3pacta. Y MHOrMx 60abHbIX
HeobXxoAMMO  WCMO/AIb30BaHME  UHIMOMTOPOB MPOTOHOBOM  MOMMbI  ANS
obneryeHna AuckomdopTa, CBA3AHHOrO Kak € cammm 3aboseBaHMeEM, TaK U C

NOOOYHbIMU AENCTBUAMU ANUTENIbHOMN TEPANUU LLUCTEAMUHOM.



