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Cohunromme nuu

JTO Hambonee pacnpocTpaHeHHble CHUHroNUNUABLL.
B OCHOBHOM OHU HaxoASITCS B MEMOpPaHaX XXUBOTHbIX M PACTUTENbHbIX KNETOK.
OcobeHHO 6orata Mu HepBHas TKaHb. CpMHroMmmenuHbl 06HaAPYXXEHbI TaKXe B
TKAHM MOYeK, NnevYeHn n Apyrux opraHos.



"Portador"
no afectado

Noa‘en d P rtador” no den d ‘e_qu o
bili

| CohuHromueanH

i ﬂsub Humana-ITuka
K
COUHTOMMUENUHA3A | Ana-KoA
M dochoxonun /
Y
Hepamun = - _—__—__—__ X <=~ Counrosnn

(az{wz-cd)uneomm)‘ YV A®-rasakrosa
\ A \\\\ Bone3np
~

|
K 9TO (bepMeHT JIU30COM rﬁ’lﬁl}:”;a : I IlepeGposma ®dapbepa
e 5 (I)OPM @epMeHTa m— : [owe (l‘a.rzalrcmo3‘zt/zi;e\jmyu\u())Q‘x e

| >~

* HaM HYXHa Kucjia: Ilepe6po3nn Cyasharun
0
cpuneomuenunaza (SMPD1), (e AR
A

MyTals B KOTOPOM .

|
r
aCCOI[MUPOBAHBI C TUITAMH Th o Ten TerCaxca >

A u B 6one3an Humanna- &

I'anrauno3ua GM,

K ITuka / 3 //"F;:e-panmoaauﬂmﬁ ranrnn@
°E

Iaurnuosua GM,




YHUKa/lbHas Ho3o/102u4eckas Qoopma, T.K.
B OTNn4me OT Apyrux 3abornesaHunin aTom
rpynnbl, B KOTOPbIX €CTb AedeKT
depmenTa, npn HIMC nponcxogut
HapyLUeHue B CTPYKType 6enkos,
Haxo4ALMXCA Ha dHO0COMaXx U

9TO annesibHble HapyLleHus,

BbI3BaHHble MyTaLUAMUN B reHe

cpmHrommenmHdpocoanacrep
asbl-1 (SMPD1) n

XapaKTeprsyloLaecs y4yacTBYOLWMX B COPTUPOBKE Mosiekyn XC
nepBUYHbIM OEPULNTOM
P Aeduy . K BHYTPU KNETKW. /
aKTUBHOCTU KUCIIOU -
/ Bbl3biBaeTCcA MmyTaunuamuy reHoB NPC1 u \
chmnHrommenuHasbl.

K / NPC2, KOTOpbl€ MPUBOAAT K HAPYLUEHUIO
KIETOYHOM 00paboTKM 1 TpaHcnopTa
\ / NUNonpoTENHOB HNU3KOW MIOTHOCTM

\ (JINHTIT), HapyweHne obmeHa
.

NMUKOCPUHIONUNNAoB U acTepudmnkamn
XC




¢ Y a -
«MeHnCTbIes KNEeTKN B NeYeHn
«Buunesan kocrouka»
B MaKyNApHoi obnactn
rna3Horo gHa

OcHoBHble cumMnToMel 6onesrn Humarna —
lMuka (no F. Netter, 2001)

1:100 y aWKeHa3CKux
egpees (8bIxooues U3
LleHmparnbHoOU u
BocmoyHou Eeporibl)

CaMbIy TXenbIin TvN

N HEOHaTaJbHOE U PAHHEE PA3BUTHUE

MOXXET OBITh 3aTSHKHOE TEUCHUE JHCemyXu

BO3HHUKAIOT TPYAHOCTHU C KOPMIICHUEM — OTKA3 OT IHIIIH,
runoTpodusi, CHU>KCHUE anmeTuTa, B3AyTHs U 00U B
KHABOTE

MIEPBBIE IPU3HAK IPUMEPHO B 6 MECSIIEB —
renarocijiCHOMETINSA U YMEPEHHOE YBEIIMUYCHUE JI/y
BHEIIHUI BUJI: OOJIBIION BHICTYNAIOIINI KHUBOT U TOHKHE
KOHEYHOCTH

I[IMP - cHauana 3aaeprkka, 3aT€M yTpara MOTOPHBIX
HaBBIKOB

TUIIOTOHUS U OTCYTCTBHUE PE(PICKCOB

POrPECCUPYIOININE JIBUTATEIIBHBIC HAPYIIIEHHUS,
JTOXOASIINE A0 CITACTUYECKOTO Mapajinda, OTCTABAHUE

B IICUXWYECKOM PA3BUTHUU, MPETATCTBYIOIIEE al€KBATHOM
KOMMYHHKAILIMU C OKPYX)aroIuM MupoMm (k 19 Mec ncuesaer
collMaJIbHas YJIbIOKA)

churneomuenun HaKarIuBaeTcs B JIerouHbix MO:
MHTEpCTULINAJIBHBIE 3-51, JIH, yacTeie pecniupaTtopHbie
uH(eKMu + Ko¥ka Mpu 00peTaeT KOPUUHEBO-KENTYIO
OKpacKy (MOTYT ObITh HEOOJIbIITNE/HOAYISIPHBIE KCAHTOMBI )
paHHEE CHUKEHUE CITyXa

cmepth oT JIH B Bo3pacte 2-3 ner




1. | JlabopaTopHbIE:
« ¥ JIMNBI, rmneptpurnuuepnaemMmns
JNINHMA AT, ACT
*  aHemud, TUu-NeHns

2. Cneumnduryeckoe nccnegoBaHue:

Hannyne NeHUCTbIX KNEeTOK B JIENKoUnTax u
obunonTtatax KM + npu cneunanbHOM okpacke
LuuTonsasma ructmoumToB npuobpeTaeT uBeT
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3. IHCTpyMeHTasbHag:
MPT: cHmxeHune obLen maccbl Mo3ra, atpodumda 6enoro BeLlectTsa 00nNbLLWKUX NoyLwapun, yMef
BEHTPMKyroMeranus, Npu3Hakn gemMmenuHmsaummn B 3atblfIodHbIX Aonax Ml -CHUXeHme cKopda
NpoBeaeHUs UMnysbca No nepuepruyeckum Hepeam

RG: ceT4yaToM NepecTporKn Nero4Horo pUucyHka n/mnm o4aroBblie TEHU HU3KON MHTEHCUBHOCTH
NPU3HaKn ocTeonoposa n octeoMmanauumm

3. CHWXeHne akKTUBHOCTN COUHIroMUenHasbI_B JIeNKouMTax KpoBu 1 Kynetype onbpobnactd
4. MornekynapHo-reHeTM4eckoe ncecrneaoBaHue

5. [lpeHartanbHag AnarHocTuka - onpeneneHns akTMBHOCTU KUCITON CCpUHroMmnenunHassl B KynbT

aMHMOLMTOB, a TakXXe B BOPCUMHKaX XopuoHa + aHann3 JHK B peTarnbHbIX KneTkax
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nporHo3 npu bHI1 TMna A HebnaronpUATHbLIW. JleTanbHbIM NCXOA,
HacTynaeT B BO3pacTe TPEX-YETbIPEX NeT, HepeaKo — Ha NepBOM roay
KN3HU

Cnenuduueckas tepanusi BHII Tuma A noka

HE pa3padoTaHa, MPOBOJUTCS TOJIBKO
cUMITOMarnyeckas. TpaHCIuIaHTaIusl KOCTHOTO
MO3Tra, KaK U OPTOTONNYECKAs] TPAHCIUIAaHTALUS
NIEYEHU, IIPU 3TOM TUIIE HEAID(PEKTUBHA.

Mosket otmeuaThes 3PpdekT ot puznorepanuu,
HE0OX0[MMa OlICHKAa MUTAHUS U, BO3MOKHO,
NPUMEHEHHUE 30HI0BOTO KOPMJICHUS.

BHC1IHMT BUA LAl eHa ¢ 60se3H b0 Humanaa-TTuka

THITA (ll_\'lll\'l'li[)())l HOKAZAHbL PAd3MCPbI IICYCHM ) CeﬂaTI/IBHBIe CpeﬂCTBa MOFyT 6BITB HOJ—IGBHBI HpI/I
HapYIIEHWN CHA U Pa3apakKUTEIbHOCTH.




BUCIIEpaibHas hopma 6e3 gosneuenusi HC
KJIMHUYECKUE MPOSIBICHUS] PA3BUBAIOTCS MO3Ke, YEM TUTT A
B BO3pacTe 2-6 JIET NOSBISETCS CIVICHOMEraJus, 3aTeM
M03KE MPUCOCTUHSIETCS TOPAKEHUE TTEUCHU
(+KpOBOTOYMBOCTH) U JIETKUX, JIUM(DaTeHOTATHS
3a7iepKKa (PU3NMUECKOTO U MICUXOMOTOPHOIO Pa3BUTHS
001 B KUBOTE, HAPYLIEHUE CTYJIa, TOIIHOTA

CHIDKEHHME JierouHoU nudy3uu, 00yCIoBIECHHOE Y psija
NAlMEHTOB AJIbBEOJISIPHON MH(WIbTpaluen, CTaHOBUTCS
OYEBHUIHBIM B CTapIlieM JETCKOM BO3pacTe WUin

M0 JOCTUXKEHUM COBEPIIIECHHOIETUA. Y HEKOTOPHIX
nanueHToB K 15—20 rogaM BO3HUKAIOT CEPHE3HbBIC
npoOJIeMbl ¢ JibIxaHueM (Huszkuu yposenv PO2, oucnnos npu
Hazpy3ke, OpOHXONHEeBMOHUU, DOPMUPOBAHUE 1e20UHO20
cepoya)

OOJILIIIMHCTBO MAIIMEHTOB C HEe UMEIOT HEBPOJIOTUUECKUX
OTKJI0HEeHU. OTHAKO Y T€X, KTO BBIXKUJI B PAHHEM JIETCTRBE,
MOT'YT HaOJIFO/IaThbCsl YBEIMUYEHUE CKOPOCTH HEPBHOM
MPOBOAMMOCTH, HUCTArM, SKCTpAMpPaMUJIHbIC HAPYIIICHHUS,
nepudepruyecKyro HEBpOIaTHIO

'Y HE20 C POXKOEHUS BbirT -
8bIMyK/bIU XXUBOMUK, HO, CKOJIbKO bblI 51 HE
roKasblgarsl MasibvyuKa epadyam obwel
rpakmuku, oHU gceada 2080pusiU, 4Ymo 8
3MOM Hem HU4Ye20 cmpauwHo2o, -
pacckasbisaem Moxammed Acugp. - C
200aMu XKueom omekari 8ce CusibHee, U
CbIH cmari kazambcsi 6epemeHHbIM. Ko20a

OH Hayarl y4umbCsi 8 WKore, 1 meepdo
pewurn, 4mo 0obbrocb om epadyell omeema,
rnomomy 4mo xxueom Adama cmari yxe
MpOCMO 02POMHbIM. Tenepb Mbi
MOHUMAaeM, Ymo 3Mo 8bI3bI8aemcsi

—



1. JlabopaTopHbIE:
ancdyHkumsa nedenwny  JIMNBI, runeptpurnuuepuaenvia,  JINHIM, aHemuns,
TPOMOLIMTOMNEHNSA, HAPYLLUEHNE CUHTE3a CBEPTbIBAOLLMX (PaKTOPOB B NeYeHn

2. Cneundumyeckoe nccnegoBaHue:

Hanu4yMe NeHUCTbIX KIeTOK B nenkounTax n buontatax KM + npu cnevuuanbHOn OKpacke
uuTonmnnasma rhCtmounToB r|p|/|o6peTaeT LuBeT MOpCKOIZ BOJIHbI

SHCEET A ";., Y. "aeucii  masHoe gHo:
;. S ipst 1 cumnTom

Ll Ean s S cgUWIHEsOU

LT A KOCMOYKUY

3. IHcTpyMeHTanbHag:

MPT: mMoryT 6bITb NpU3HaKK fIErkon atpodunm Mo3KeudKa 1 cyrnpaTeHTopuanbHon atpodum
RG: MHOXECTBEHHbIe o4Yaru nHunsTpaumu.

3. CHWXKEHNE aKTUBHOCTU CCOUHIOMUENTUHA3LI_B NENKOLMTaX KpOBU U KynbType donbpobnacTc
4. MonekynapHo-reHeTuyeckoe nccrneaosaHue

5. [lpeHartanbHag AnarHoCcTuKa - onpegeneHns akTMBHOCTU KMCITOU CPUHrOMUEnuHasbl B Kyrb]
aMHNOLNTOB, a TakKe B BOPCMHKax XOpuoHa + aHanus3 [1HK B oeTanbHbIX KneTkax

)B |

[YP




Bonee 6nazonpusmHbil npo2Ho3. [leTn JoXMBaoT [0 B3POCHOoro Bo3pacTa,
COXPaHHbIA UHTENIEKT, MEHbLLEN CTeNeHb renatocnneHomMeranmm.

1. Cneumndmnyeckasa Tepanus noka He paspaboraHa
2. CumntTomMmaTnyeckas:

-

CHWXeHue ypoBHst XC 00 HOpMarbHbIX 3HA4YEHUI (CTaTUHbI)

B pAae crnyyaeB naumeHTam TpebyeTca TpaHcnnaHTaumsa KOCTHOro Mo3ra
KMCropo rno nokasaHusim

nepennBaHmne KpoBM NO NOKasaHNAM

naLueHTaMm co crnieHoMeranven pekoMmeHayercsa nsberatb KOHTaKTHbIX BUOB
crnoprta

3. AucnaHcepHoe HabnwaeHue:

Kaxkgble 6—12 mecsueB oueHka PP, nntaHnsa, KOHTPOSb KpOBOTEYEHMN, oabIlku, [OH,

abgoMuHanbHOro CMHAPOMAa 1 HEBPOMOrMYeCckom yHKUUS +
® KOnn4ecTBo TpoMbOLMTOB

® JDEPMEHTLI NeYeHn

e NMpopusb NMNMAOB HaToLlaK

~




* NONUMOPOU3M KIUHUKK
* COYeTaHne CUCTEMHbIX M HEBPOMOrMYECKUX NPU3HAKOB, KOTOPbIE
BO3HMKAIOT B NOOOM BO3pacTe 1 NPOrpeccupyoT pasnnyHbIMm
Temnamu
e AMarHOCTMKa 3aTpyAHeHa: 00blYHO BblpaXkaeTcs
OOHUM/HECKONbKNMU HEBPONOrMYECKMMU CUMNTOMaMN B IETCKOM
BO3pacTe, Y NaLUMEHTOB C 04€Hb PpaHHUM Havyarnom —
N30MNPOBaHHbIE BUCLiepanbHble NPOSNBAEHNS, KPOME TOro
nepBble NPU3HaKM MOryT pa3BUBaTbCS B NOAPOCTKOBOM UMK
B3pOCIIOM BO3pacTe

A
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AeOdloT C BHYTPUYTPOOHOM BOASHKM
nfoga (Bcerga conpoBoXaaeTcs
acumTom)

B NepBble OHW UNW Heaenu

XN3HN CUMNTOMbI XONnecTaTU4eCcKomn
XXENTyXu, KoTopble B 50% crny4yaeB
COYETaKTCH C MPOrpeccupyroLLEn
renartocnsieHomMmeranuen
OCHOBHbIMW HEBPONOrM4YE€CKUMU
cuMnToMamMun B JaHHOM

BO3pPaCTHOM nepuoae ABJiATCA
MbllLEeYHaa rMNOTOHUA U 3aepXKa

N\

HEBPOOrnyeckme HapyLUeHUS:
MblLLEYHAsA r’MNOTOHUS, 3a4epXKKa
[MMP, M0o3ke4KoBbLIEe paccTponcTea
renarocrnsieHomMmeranums

AETN CaMOCTOATENbHO HE XOoaOAT
NHTENNEKTyanbLHoe pa3sBuTune
0ObI4HO He cTpagaeT




° BepTUKaSIbHbIN
cynpaHyKrneapHbIn
(HagbAAEepHbIN)

o¢pTanbmMonapes: Ha NepBbIX
3Tanax 6one3Hu gnuTenbHoe

BpemMsA OCTaeTCH
He3aMeé4YeHHbIM
* MbilLle4dyHad rMnoToOHUA

* ytpata [1M HaBbIKOB, yXyAlLlaeTcs

noxogka

° MO3XeYKOBble pacCTpPoOMCTBA

(aTakcusA: LWAaTKOCTb NOXOAKMU,

Ansaptpusa, aucdarus)

* cyaoporu
* CHWXEHME KOrHUT

®

CHMXXEeHMe LUKONbHOU YCNeBaeMoCTH,
HeyCuaA4YUBOCTb, FTMNEePaKkTUBHOCTD,
yXyAleHue noyepka, CHMKeHue namsaTm u
KOHLeHTpauuu BHUMaHUA

MOXeT AebrTMpoBaTh C NCUXUYECKNX P-B
(LuM3opeHuns, aenpeccus)

BepTUKasibHbI HAObSAAEPHbIN Napanuy
B30pa

MenacTuyeckaa kamannekcusi:
KpaTKoBpeMeHHasi NoTeps MbILLeYHOro
TOHyca U napgeHune Ha poHe
COXpaHeHHOro coxHaHus (4Yawie npu
cmMmexe)

yTpata paHee npmobpeTeHHbIX MM HaBbIKOB
MO3)X€YKOBbI€ pacCTPOMCTBa (aTakcus,
ansapTtpus, gucdarus)

SKCTpanMpamMunaHble paccTponcTea
(rMnepknHesbl)

anunenTu4eckmne NpucTymnol

Ha NO34HUX CTaanAX NpUcoeanHeHmne
nMpamMmaHbIX pacCcTpPoOnCTB
(bynbbapHbIv/nceBaodynbbapHbI CUHAPOM,

Py . PN




MeaSIeHHOE nporpeccupoBaHne

MO3)XXeYKOBble pacCcTpouUCTBa

MblLLeYHaA AUCTOHUSA: HEMNPOU3BOSIbHbIE MbILLEYHbIE COKpaLLEeHUs, B
pesynsrarte nopaxeHusi basanbHbIX raHrIMEB, B MEHbLLEW CTENEHN MO3Xe4Ka
NHTENNeKTyarnbHble pacCcTpouUcTBa

NCUXUYECKUEe PacCTPOUCTBA: OCTPLIE MNCMXO3bl B BUAE 3PUTENBHbIX U
CITyXOBbIX ranmounHauunm, HaBa34mMBbIX MbICien U 4EUCTBUU, KOTOPbIE UMEIOT
nporpeccupyroLlee 1 peunanesmpyroLlee tTedeHne. Hepeoko TakMm nauueHTam
yCTaHaBnMBalT gmarHo3bl: «bunonspHele pacctponctea», « ObceccnBHo-
KOMMNYNbCUBHbIN NCUXO03», «[1pexoasauime 3puTeribHble ranntoumMHaunm»




A CucrteMHble CUMIMTOMBI

xonecrtas

(Ffenaro) cnneHomeranus
MoxeT oTcyTcTBoBaThb B ~ 15% cny4yaes

BospacTt nosiBneHus sapbupyer

YacTo npeawecTByeT HEBPONOIrMYECKMM CUMNTOMaM
Bo3moxHa perpeccus ¢ BO3pacToM

MHorosoawve,
Xenryxa

cnneHomeranus

MNosgHas MnageHYeckan
MoTopHble ;
HapyLieHus |
HapyweHue
NOXOAKW, Mpobnemsl ¢ 0byyeHunem,
HEYK/IIOXeCTb, artakcus, anunenTuYyeckue

Mcuxmnatpuyeckas
cCUMNTOMaTUKa, AeMeHUms,
aTtakCus, MbillevyHas
ONCTOHUSA

HapyweHWe pe4"  npucTtynbl, KaTaniekcus

BepTukanbHblii HaAbAAEPHbI
odTanbmonapes

HeBponormyeckne CUMNTOMbI

Kmmanueckue nposisneHus 6one3nn HIT-C. (Tlo: Vanier. Orphanet Journal of Rare Diseases. 2010, 5: 16)



[lpeHaTanbHas AnarHoCTuKa: MyTaHTHbIE reHbl B MyNOBMHHOW KPOBU Mnoaa.

MPT ronoBHoro mosra: yMmeHbLLUEHWEe Ceporo BeLlecTsa C y4acTnem tarnamyca,
rmnnokammna, NonocaToro Tena, Mo3Xe4dka 1 Kopbl OCTPOBKA, a TakKe YMeHbLUEHNE
©enoro BeLlecTBa C y4acTUeM MO3OSIUCTOro Tena n CHUXeHne pakuMoHHON
aHM30Tponun TpakToB 6enoro BewlecTea

[McTonaTtonorM4yecknin aHanmsa acnupara KOCTHOro Mo3ra, nccriegosaHme buontara
nevYeHn 1 KoXu, dryopeCcUeHTHYHO N 3NIEKTPOHHYH MUKPOCKOMMUIO, a Takxke
nccregoBaHme actepndumkaummn XonecTepuHa.

B nocnenHee Bpems BCe Yalle a5 CKPUHMHIa UCMosib3yeTcs TeCT

Ha onpeneneHne oKCUcTeposna B nya3Me KpoBu. [1aHHbIN MeTabonuT SiBNsieTcA
NPOAYKTOM OKUCIIEHUS XoriecTepmHa u cneundmyHeiMm mapkepom bHIT tnna C. Kak
ykasbiBaloT K. McKay Bounford u P. Gissen (2014), HOBble MeTOAbI AUAarHOCTUKN

C MCMNOJSIb30BaHMEM MaCC-CNEKTPOCKONUN ANs onpeaeneHns NpoayKkTos
MeTabonuama xonecrtepuHa B bnivkanwem dyaywem ctaHyT PYTUHHBIMU TECTaMU
npu BHIM Tnna C

npu BHI Tnna C anarHos noareBepXaaeTcs B Crlydae BbIABIEHUS XapaKTEPHOM
MyTauum nnm cneymguyeckoro okpalumeaHmns Kynetypbl gonbpobnactos.

B 6buonTtatax pasnuyHbIX NTOKYCOB (MeYeHb, cerneseHKka, KOCTHbIA MO3T, MOYKMY,
numdaTnyeckune yanol, fierkme, rnagkas Myckynatypa, MUHOanHbl)
0OHapyXMBalTCA NEHNUCTbIE KINETKN ¢ nunuaHbivmm LUMK-nonoxutensHbiMu
BKITIOYEHUAMUN. DNEKTPOHHAS MUKPOCKONUS MNO3BOSISAET BbIABUTb B HEMPOHAX
KOHUEHTpUYeCcKne nractuHyaTble Tena, gaHHble Busyanusauum (MPT ronosHoro




Hamenesan T MATEIATHE I—l](':lijllll[ll LKA

TOMOUPAIH I H I AN OR0M TECTE ¥ AUV
narnTor © Goueso Hnvama—-TTaka an C
Bepreritelt frd — MPT DALHENITOR (14 Y PoBIE
FRITITICOVREMITE, Cfadey s — Ha VROBRHC SUTHEH SR,
R ) f,'.f,'a’_,".!}fu'J — T E'lh'll;illl'l"llii;i HH Y I’;]I TINHTTITH HON
H EVIRTYPE (pubpotueror (JIMD Short Report = 1830
(2000 Online DOD 10,1007 /51054 5-000-117 5-1
Gender dimorphism in siblings wich schizophrenia-like
psvchosis due to Nicmann-Pick discase oype C.

M. Walterfang, M. Fietz, L. Abel, E. Bowman,

R, Mocelling I Vielakouwlis)

6. Harpy3o4HbIu TecT ¢ PUAMNUHOM: NpU
OKpalLUMBaHUN KyIbTypbl KNEToK onbpobnactoB
HabnaTCsA MHTEHCUBHLIE dONHOOPECUMPYOLLINE
obnacTtn, CKOHUEHTPUPOBAHHbLIE BOKPYT siApa
KNEeTKW, KOTOPble COOTBETCTBYIOT HAKOMNMEHUIO
HeaTepudnLMpPOBaAHHOIO XorecTepuHa.

OTO nccnegoBaHne NPOBOAUTCS TOMLKO B
HebOoNbLLIOM Yuche 3apybexHbIX nabopaTopnn

7. DononHuTenbHbIMM BNOXNMNYECKNMU
MapKepamm MoryT BbITb: CHUKEHNE aKTUBHOCTH
CpMHrommenmHassl B nemkoumtax Kposu (20-30%
OT HOPMbI), MOBbILLEHNE aKTUBHOCTN MapKepHOro
doepmeHTa NMM30COM — XUTOTPUO3nAas3bl B Nasme
KPOBMU

8. HeBposormnyeckum n odptasibMonorm4yecknm
OCMOTP: BaXXHO MPOBEPATb HE TOSbKO CreXXeHue 3a
MOJSIOTOYKOM, HO 1 CAMOMNPOU3BOSIbHbIE ABUMKEHUSA
rnas: nepemMelleHne B3rnaga mexay AByms
3apMKcnpoBaHHbIMU NpeaMeTamm B
rOPM30HTanNbLHOW U B BEPTUKASIbHOM MNSTIOCKOCTU

9. MOJ'IeKyJ'IFIpHO-I'eHeTI/I‘-IeCKOe nccrnengosaHme



* Bognwka nnoss * FUNOTOMNA

s * Cwbcul © BoaRMKO# NROAA * 3ap0pXXa MOTOPHOrD PIIRUTHR mocmo:nmuu:
1 Baaa/ryiT * CyRopor (Napumarbhise wiw
resepankIoBaNHLe)
* Muoknowyc
Hasm no
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BAJUIbI < 40 Husxan seposrHocts HN-C

BAIVIbI 40-69 wootxoammo asnwneiiuee obcoegosanke, cammurecs © HN-C uentpos gam oGoysionmn
BA/MNDBI 270 HeoBx0AMMO HENPAENTE NALMEHTE & HIMN-C LenTD ANS HEMELNEHHOID TECTHROBAHNA ha HN-C
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MporHos. bea creunguyecKon Teparnuu [porHo3 HedaaronpuaTHbiil, Bee nauuen-
TbI € 60/1€3HbI0 HIT-C yMHPAIOT NPEXIEBPEMEHHO, XOTA CTEIEHDb [TPOTPECCHPOBAHNA
3a00N€BAHUA M CPEHAA TIPOIOLKUTEIBHOCTD KHU3HH 3HAYUTENBHO PA3THYAIOTCA.
BOJBIIMHCTBO MATMEHTOB YMHUPAeT B Bo3pacte mexay 10 n 25 rojamu. Kak npasmio,
V HAIMCHTOB ¢ PAHHHUM HAYAJIOM HEBPOJIOI'MYCCKHUX TIPOSIBICHUI 3a00/1C€BAHUE 1TPO-
I'PCCCUPYCT OLICTPECC, U CMCPTh HACTYIIACT PAHBLIC.
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MaToreHeTn4yeckasa tepanusa - Murny := av. UIHrMbupyet
rmMKosunueuepamMmmacnHTasy (pepmMeHT, KatanusnpyroLwnmn nepseyro CTagnto CUHTE3a
[MUKOCOUHIONMNNAOB) N NPENATCTBYET UX HAKOMMNEHUIO. + NPOHMKAET Yepe3 [ Ib (c 4
neT): ObIfI0 NOKa3aHo, YTO OH YMeHbLlaeT HakonneHnue CJ1 B M, 3amegnsiet
pa3BUTUE HEBPOMOrMYECKOM CUMMNTOMATUKK, CNOCOBCTBYET YBENUYEHUIO
NPOAOIMKNTENBHOCTU XXN3HN BOMbHBIX NPU AOKNUHUYECKNX NCCNEeOoBaHUSX.

Cumnmomamu4eckoe rie4eHue: TPULUNKNUYECKNE aHTUOENPECCAHTHI,
NPOTMBOINUIIENTUYECKNE CPEACTBA, aHTUXONUHEPTrMYECKMe npenaparsl,
MefiaToHMHa

PelueHne noBegeH4Yecknx npobnem — ncnxotepanunsi U KoHCynstTaums
ncuxosiora/ncuxmnarpa

[Mpn HapacTaHun gucarmm y naumeHToB ¢ 6onesHbio HIM-C HapylwaeTca nutaHue:
HeobXxoANMMO KOHTPONUPOBAaTb CNOCOBHOCTb BONbLHbIX FNOTaTh NULLY, YYUTbIBaAsSH PUCK
pa3BUTUSA

acrnvpaumu.

C uenbto Koppekumn runepcanuaaumnm NpUMeEHAETCa aTpornnH BHYTPb B HEDONbLUMX
ao3ax unu cybmanandynapHble MHbeKUUM 60TYNIMHUYECKOTO TOKCUHA.
[MpMeHeHne aHTUONOTMKOB MO NOKa3aHUSM
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FeHeTUKa U KNMHUYeckue ocobeHHocTn bonesum HumaHHa-Nuka

Fen (xpomocoma); Bce

Tun OMIM ayTOCOMHO- KnuHuuyeckue ocobeHHOCTH
peueccuBHbIe
BonesHs 257200 | SMPD1 (11n15.4-n15.1) Hayano B nepsbie MECALb! XW3HW; renaTtocnneHoMeranuns, MHTepcTuLMansHoe zabonesarkue Nerkux, TPYAHOCTH C KOPMAEKKUeM, yTpaTa
HumaxHa-Muka PaHHMX ABMMaTENEHbIX HABLIKOS, ObICTPO NPOrpeccupy:owlas NnoTeps HEBPONOrMueckon dyHKUMK, NepudepuuecKan HeBpoNaTUsa, BULIHEED-
TMN A KpacHOe NATHO XenToro NATHA.

CMepTh, 00bI4HO OT AbIXaTENbHOM HeJ0CTaTONHOCTK, HacTyNaeT 8 BO3PacTe ABYX MM Tpex neT.

[#3arHoz NOATEBEPXA3ETCR, KOr4a OCTAaTOUHAR aKTUBHOCTb KMCNOM COMHIOMMENnMHassl COCTagnAeT <10 NPoLEHTOB OT KOHTPONA.

bonesHs 607616 | SMPD1 (11n15.4-n15.1) Hauano 8 MnageHyecTse UAW AeTCTBE; renaTtocnneHoMeranmsa, TPOMOOUMTONEHUA, KU3KUI POCT C 331€PXKKOM CO3PEBarus CKeneTa,
HuMaHka-MuKa WUHTEPCTMUMansHoe 2a001e8aHne Nerkux, rnepaMnMaeMns, rasHele aHoManuu. HeBponorvyeckme Hapywexns (MpUsHaku MOZXeuKa,
T4n B HUCTarM, 3KCTPanupaMmnaHOoe Nopaxerue, YMCTBEKHARA OTCTaN0CTs, NCUXMYECKME PACCTPOUCTEE ¥ Nepudepryeckan HeSponaTs)

BCTPeYaroTCs NpumMepHo B 30%.
06sluHo MeHee Taxensii, uem NPD-A, npy 370M 60AbWKMHCTEO S0MbHEIX A0KMEAHT 40 BIPOCNOro 203pacTa.

[14arHos NOATBEPXAAETCR, KOrAa OCTATOYHAR aKTMBHOCTL KMCNOW COMHIOMMEenMHassl CocTasnsaeT <10 NpOLEHTOB OT KOKTpONA.

BonezHs 257220 | NPC1 (18q11-q12) LUMPOK1A DEHOTUNULECKWI CNeKTp. Hauano Baps1pyeTcs 0T BRYTPUYTPoOHOro 40 MNajex4ecTsa, AeTCTBa WK 3penocTy.
HMM?:HHa-ﬂMKa 607625 | NPC2 (14q24.3) * [lOpOAOBLIE CAYHaK C aCUMTOM MNOAa.
T™™N

* HeoHaTanbHOE Ha4ano NPoOUCX0AUT MpU TRXENOM 3abonesaruu NeYeHn U/ WK AbIXaTeENbHON HEAOCTATOYHOCTH; Y APYrvX HOBOPOXAEHHBIX
HabnAaeTca rvNOTOHUA U 3aAEPXKA PasBUTHUA C HESHAYUTENDHBLIM NOPaXEHWEM NEYEHU ¥ NETKUX UKN 6es Hero.

* BONbWMWHCTS0 CNyYaes 3abonesaruns HaLuMHATCR B CPEAHEM WA NO3AHEM AETCTBE NOCNE HOPMANsHOrO PaHHEro passuTus. Hesponoruueckue
NPORBNEHWUS BKNHOHAIOT NOPaXEHUE MO3KEHKA (HeyKNKeCcTs, NpobneMel C NOXOAKOM, BO3MOXKHAA ABHAR aTakcA), BEPTUKaNbHas HaAbRAEPHasA
odTaNLMONNErva ¥ MEANEHHO NPOrPECCUPYIOLLEE KOTHUTHEHOE yXyAWeHue, YacTo BCTPEHaoTCR AMCTOHUA, AM33pTPUA, Ancdarus v cyaopord. CMepTs
0BbI4HO HACTYNaEeT OT aCNUPaUMOHHON NHEBMOHWUW BO BTOPOM MW TPETEEM AECATUNETUM KU3HK,

* Hauano y 83pocnbix 0BbI4HO aHaNOrMYHO CYYaAM B NOAPOCTKOBOM / AETCKOM BOZpPacTe, HO C Bonee MeaneHHbIM NporpeccuposaHneM. Bapocnsie
NaUWEHTsI TAKKE MOTYT NPOABNATHCA KOTHUTUBHOW AMCHYHKUMEN MW NCUXUHECKMMU PACCTPOMCTBAMU.

[arHoz NoATBEpXAeH HapyliexneM aTepudmrkauuy xonectepuHa NMHM ¥ NoNoXUTENsHbLIM OKPaLMBaHMEM Ha DUAKNNKHL! B
KynsTUBMpYeMbIx hrbpobnacTax Koxu.




PekoMeHAaaumMu no auere

Bo/bHbIM 0643aT€/1bHO Ha3Ha4atoT AMETY C OrpaHM4YeHNeM ynoTpebaeHuns
onpeAeneHHbIX NPoAYKTOB, TaKMX KaK: YepHbIM XNeb, KYyKypy3a, COKM,
KapTogens.

UCKNOYUTD:

* MONIOYHbIE NPOAYKTb!

* 6enbiit xneb

* kanycTa

pUC

CNafocTH
rasupoBaHHble HanMTKM
* BapeHbe

* 6060BbIE

* orypul

. I SR S

Be3 orpaHi4eHmit MOXKHO CbeaaTh rpeyKy, Bce Biabl MACA, ANLUA, MOPe NPOAYKTbI, OBOLM M
Hecnaakue dpyKTbl. M3 chagkux NpoAYKTOB AOMYCKAKT MeA, TPaBAHbIe Yau, roKo3Y, BpYKTo3y.

MonHocTbI M3ne4nTh 3abonesanie EpaYvaM Noxka He yaaetca, HO NpasM/1IbHO nvoﬁpaHHaa Tepanua
MOKeT CylleCTBeHHO CHM3UTb TAKEeCTb CMMNTOMOB 1 YIYSWNTD KaYeCTBO AKM3HH ©onbHOro.



