HACINEAOCTBEHHbLIE BOJIESHW
OBMEHA

B. H. lopbyHoea

CaHkm-llemepbypacKul 2ocydapcmeeHHbIU neduampuyeckuu
MeOuyUuHCKUU yHuUgepcumem



HacnencrtBeHHble Oone3Hn obmMeHa
(HBO) — 3TO MHOrouyncneHHas
rpynna MOHOreHHbIX 3aboneBaHni
YenoBeEKa, XapaKTepm3yoLLNXCS
KOMIMIIEKCOM crneundonveckmx
BNOXMMUYECKUX HAPYLLEHUN,
CBA3aHHbIX C HAcneacTBEHHOW
HEeJOoCTAaTOYHOCTbLIO onpeaeneHHoro
mMemabornu4yecKkoa2o nymu



Ualle Bcero y 60nbHbIX
oOHapyXnBatoTCH
MHaKTUBUpPYOLLME MyTaLKM B
reHax COOTBETCTBYIOLLUX
QepMeHMmMoas8, HoO NHorga w
Opyrux 6enkos, y4acTBYHOLLUX B
aKTMBaLUMn UM TpaHcrnopTe
3TUX PEPMEHTOB



Konnyecteso HBO
npunonumxaeTtcs K 500,

" B OOMNbLUNHCTBE Crly4YaeB OHU
HacrnegyrTcs no
aymoCOMHO-pelyeccu8HoOMY
TNy



HBO pasgenatoTt Ha 22 rpynnbl B
3aBMCUMOCTU OT JloKasiu3auuu —
JTIN30COMHbIE, MUTOXOHAPUarbHbIE,
NEePOKCUCOMHbIE UNW muria
NoBpPEXOEHHOro METABONNYECKOro NyTu
— aMunHoauugonaTtum, opraHU4YeCcKne
aunaypum, HapyLueHmst obmeHa
yrneBoaos, NMMNnuaoB, CTEPOUIOB U
OPYrux ropMOHOB, NMYPUHOB U
NMMPUMNONHOB, OMNNPYOUHa,

nopdoupuHa v ap.



OpgHako knaccudpukauns HbO
He Bcerga siBNseTcs
OOHO3Ha4YHOMU,

B TOM 4YMCIE N MOTOMY, YTO
HEKOTOpble MeTabornunyeckme
NyTW NepeceKarTCo



Hanbonee MHOroYUCreHHbI Mo
KONMYECTBY HO30/10rM4YeCKUX
doopm rpynnel, 0bbegnHsoLWwmne
HapyLueHnst obmeHa
OPraHNYeCKMX KUCIOT U
aMWUHOKUCIOT, JIN30COMHbIE
bone3Hun HakonneHus,
MUTOXOHApPUarbHbIE
3aboneBaHusi, HapyLLUEHUS
oOMeHa yrneBogoB U rMukKoreHa



HBO oTHOCATCA K Yncny peakmx
3aboneBaHnn, X YacToTbl
KONebnTcsa B O4EHDb LLMPOKUX
npegenax, Ho B OOSbLUMHCTBE
CrlydaeB He NpeBbILLAOT
1 Ha 40-50 mbics4
HOBOPOXAEHHbIX



[na mHornx HBO xapakTepHbl
Bblpa)XeHHbIE pa3nnynsd no
yacToTaM BCTPEYAEMOCTU B Pa3HbIX
OTHUYECKUX rpynnax, u B HEKOTOPbIX
N30NINMPOBAHHbIX NOMYNALMNAX UX
4acTOTbl MOTYT AOCTUraTb 3HAYEHUN
1 Ha 3-5000 HOBOPOXOEHHBbIX.
CymmapHasa Yyactota HBO
COCTaBIAET
1 Ha 1000-5000
HOBOPOXOEHHbIX



Kak npaBuno, AbO 310 TAXenble
COCTOAHUSA, KNMMHUYECKNE NPOABIEHUSA
KOTOPbIX O4YEHb Pa3HOOOpa3HbI.
YacTo oHUM BKNOYAIOT 3a4ePXKKY
NCMXOMOTOPHOTIO Pa3BUTUS,
CYAOPOXHbIU CUHOPOM, MMOMNATUIO,
CKeneTHble aHoOManuu,
peunanBmpyroLme Kamato3Hble
COCTOAHUA, KeToaunagos,
renatocnfieHoMeranuio,
Marnbabcopbuunto, atakCcuto, CUHOPOM

DILIAAATMILIAIA ARAANTIA



bonee nonosuHbl HBO
XapaKTepusyrTcaA
MYNBTUCUCTEMHOCTBLIO
nopa)KeHus, n 4acTo B
NaToONOrM4YeCcKnm npoLiecc
BOBeYeHa HepBHasa cuctema



[1na 6onbwnHcTBa HBO onucaHsbl
MJ1ageHYecKmne, OETCKMUE, B3POCIbIE U,
B HEKOTOPbIX Cryvasx, Aaxe
beccMMNTOMHbIE OOPMBbI
3aboneBaHus. Pasnnyna B Ha4vane u
TAXECTU Te4vyeHus 3abosieBaHUSA
onpenenstTcd oCTaTo4YHOW
aKTUBHOCTbIO PEPMEHTA, YTO B CBOIO
oyepeab, 3aBUCUT OT TUNA
COOTBETCTBYIOLLEN MyTaL MK



[laToreHeTnyecknn mexaHmam HbBO
CBS3aH JIMDO C HAKOMNIeHnem
TOKCUYECKNX KOHLUEHTPAaL NN BELLECTB,
npeaLllecTByOWNX PepMeHTATUBHOMY
O6noky, pexe — ¢ 4edUUNTOM KOHEYHbIX
NPOAOYKTOB peaKkuun.

Kpome Toro, 6riok Mmetabonmnyeckon
Lenn MOXKEeT ConpoBOXAaTbCH
O0OCTaTO4YHO BblpaXXeHHbIMU
«BTOPUYHLIMUN» DUOXUMUNYECKNMMU
HapyLUEHNSMU



Ha KNnMHNn4YeCckoM ypOBHeE
nnarHo3 HbO moxeT ObITb
TONbKO 3arnogo3peH.
Benyuiaa ponb B AMarHoOCTUKe
HBO npuHagnexur
buoxumu4deckum memooam



Ha nepBomM 3Tane npoBOAUTCA aHa N3
COOTBETCTBYIOLLMX METADONMNTOB, a Ha
cregyoLllem — BbigBNeHNE ANCAYHKLUNN
MyTaHTHOro 6ernka nocpeacTBOM OLIEHKN
ero akTUBHOCTU U/Unun KonnyecTBaa.
Hanbonee obbekTuBHaAA AMarHocTukKa
HBO pgocturaetcs npu naeHTUuduKaumm
MHaAKTUBUPYIOLLMX MyTaL N B
COOTBETCTBYIOLLEM rEHE



OnpepeneHne KOHUEHTPaLUnn
MeTabonnToB B OMONOrM4Yeckmnx
XXNOKOCTSAX, Mpexae BCEro B
KPOBU U MOYe, UX
KayeCTBEHHbIN UMK
NONTyKONMYeCTBEHHbIN aHanums3
4aCTO NO3BONAKT C BbICOKOW
OOCTOBEPHOCTbIO 3aN0403PpUTh
onpepgeneHHyto rpynny HBO nnn
Oa)ke HO30MNorn4yeckyro popmy



| ID 3TOM OObIYHO UCNOJNb3YHOT
pasnn4yHble BUObI
CNEeKTPOdPOTOMETPUN U
Xpomartorpapum —
TOHKOCITOUHYIO
Xpomartorpaduto,
BbICOKO3XOPEKTUBHYHO
XMOKOCTHYIO XpomMaTtorpaguio,
ra3oBYO XpomMaTorpagmuio,
TaHOEMHYI0 Macc-
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[1na noaTeBepXxaatoLlen oMarHOCTUKM 3a CYET
CPeACTB ropoacKoro oroa)era 3akynsreHo:

* [@30BbLIN XpOMaATO- e J)KXMOKOCTHbIV
MacCC-CNeKkTpoMeTp Angd Xpomartorpad ans
onpeaeneHns onpeneneHnsa 26
OpraHU4YeCcKnx KNCNoT B aMWHOKMCIOT KPOBWU

MO4e




Ha cnegytowiem satane npoBoaAT aHanus3
depMeHTAaTUBHON aKTUBHOCTWU
COOTBETCTBYIOLLMX OENMKOB B CbIBOPOTKE
NN NenkouunTax KpoBu, B
KynbTUBUpYyeMbIX oubpobnacTax,
ounonTtartax MbiLLL, MEYEHN NN APYTrnx
TKaHewW.

[11ns oueHKn KonnyecTBa bernka
NPUMEHAT UMMYHOMNOIrM4Yeckmne, Yalle
BCEro UMMYHOTMCTOXUMMNYECKUE
MEeTOoAbl



HaunbonbLien paspeLuatroLen
CNOCODHOCTLIO 0bNnaagarT MeToabl
OHOBPEMEHHOWN OLIEHKN MHOXEeCTBa
MeTaboNnNTOB, ABNAIOLLMNXCA MapKepaMu
pa3Hbix rpynn HBO.

B nepByto oyepenb — 3To0 maHoeMHas
Macc-criekmpomempusi, NO3BONSOLLLAS
3a HECKOJTbKO MUHYT OXapakTepn3oBaTb
CTPYKTYpY, onpenenntb MOSEKYNSPHYIO
MaccCy M NMPOBECTU KONMMYECTBEHHYIO
OLleHKY OKOIo 3000 coeaAUHEHNU






B nocnenHwe gpecatuneTusi Bce
bonbLUMK yOENbHLIN BEC NPUODpeTaloT
meToabl [IHK-aHann3a HbO He Tonbko

Ona NnoaTBepXXaeHna amarHo3sa u

anpdepeHLNPOBKU FrEHETUYECKN
reTeporeHHbIX HO3010rM4YecKmnx opm,
HO U NpeHaTanbHON ONArHOCTUKNA
TskenbiXx HBO ¢ uenbio
npegynpexaeHns NoOBTOPHOIO
POXOEHUA DONbHbIX AETEU B CEMbSAX
BbICOKOIO puUcKa



OTO CBSAI3aHO C TEM NPOrpeccom B
obnacTn MonekynsapHOU reHeTUKH,
KOTOPbIV NpUBEN K nAEHTUdUKAL MK

nogasnaowWero 0onbLWMHCTBA
reHoB, OTBETCTBEHHbIX 3a pa3BUTUE
onpeneneHHbix opm HBO, a
TaKKe OMMCcaHuKo CNEKTPOB U
4acToT MyTaLWUn B pasfnnyHbIX
nonynsumnax YernoBeka



[TpumepHo ansa vyetBeptn HBO
XapaKTepPHO NPUCYTCTBUE MaKOPHbIX
Mymauuu, KOTopble MOryT He3aBUCUMO
BCTPeYaTbCA B pasnnyHbIX NONynaymnax
NN UMETb LLMPOKOE pacrnpocTpaHeHne
B onpeneneHHbIX 3THUYECKUX rpynnax.
[IpnucyTCTBME MAXXOPHBLIX MyTaLUN
3Ha4YNTENbHO obnerdyaet MoOnNeKynsipHo-
reHeTU4eCKMmM aHanms n CHMUXXaet ero
CTOMMOCTb



CoBeplUueHCTBOBaHWE METOO0B
[NHK-gonarHoctmkn nponcxoanT o4eHb
BbICOKMUMW TEMMAMWU, U BHEOPEHUE B 3Ty
obnacTb COBPEMEHHbIX
HaHOTEXHOMOMMN y>Xe B bnnxaviuee
BpeMs NO3BOJSIUT NPOBOAUTbL
CKPpUHUPYIOLLME nccrnegoBaHUs cpeau
onpeaeneHHbIX rpynn HaceneHus ¢
LEeNbIo BbIABNEHUA reTEPO3UTOTHbIX
HocuTenen mytauum n NPoCcnekTUBHOW
npodpunakTnkn Tskenbix HBO



[Tpn HBO brnoxmmmnyeckmne
HapyLLEeHUs, KaK npaBuio,
NpeaLwecTBYOT Pa3BUTUIO
KIMMHNYECKNX NPOABIEHNI
3aboneBaHnAa 1 BO MHOIMUX
criydasix MoryT ObITb BbISIBI1EHb
yXKe Npu poxxgeHun pebeHka



Hann4ymne gocTtaTto4yHO NMPOoCThIX,
HageXHbIX 1 SKOHOMUYHbIX
ONArHOCTUYECKNX TECTOB CIYXUT
OCHOBOM O114 NpoBeaeHUS
MaCCOBOIo HeoHaTarnbHOro
ONOXMMUNYECKOTO CKPUHUHIA,
HanpaBnNeHHOro Ha paHHee
BbiABNIEHNE HEKOTOPbLIX TAXKENbIX

HBO



[ naBHbLIM yCroBMeM npu Bblbope
bonesHn anga npoBegeHUs
MaCCOBOIo AMarHoOCTU4YeCKOro
CKPUHUHra sBMnseTCA
cyLlecTBOBaHME 3PP EKTUBHbIX
METOOO0B NpeaynpeXxaeHuns
PA3BUTUS TSXKENbIX
MHBaANUAN3NPYIOLWLKUX NPOABNEHUN
9TOro 3abonieBaHNsA Npu
CBOEBPEMEHHO Ha4YaTOM Jie4eEHUN



B HacTodLlee BpeMsa MacCOBbIU
CKPUHUHI HOBOPOXXOEHHbIX
npuHUmMnuanbHo Bo3amMoxXeH anga 90 HBO
nB
pa3HbIX CTPaHax Mupa y>xe npoBoAUTCH
C UCNOofb30BaHMEM TaHOEeMHOWU MacCC-
crekTpomMeTpumnm bornee 4yem ans 50
HBO, Bknto4yasa HekoTopble dopMbl
OpraHM4yeckux aumaypumn,
aMnHoauunagonaTtumn, oedeKToB
MUTOXOHAPWNANbHOIO [3-OKUCINEHUS U

FMIAAANAARILILIV AAERANLIALA



OUOHaKO BOMPOC O
HeobxoaAMMOCTN NpoBeAeHUS
noaobHoro
LLUMpOKOMAacCLUTAbHOro
HeoHaTanbHOro CKPUHUHIa He
ABMAETCS OJHO3HAYHbIM,
npexae Bcero, NoTomMy, 4To Ans
OONbLUMHCTBA 3TUX
3aboneBaHn 9IPPEKTUBHbIE
METObl NTEYEHUSA NOKa He
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na mHornx HBO xapaktepeH
KIMMHUYECKUN NONUMOPMU3M, U NMPY
BbIABNEHUN DONMbHbLIX MO pe3ynbraTtam
CKPUHWHra He Bcerga yaaeTcH
NpaBUbHO MPOrHO3MpPoOBaTh HA4Yarno n
XapaKTep TeveHnst 3aborneBaHns B
Oyayuiem.

Kpome Toro, bonee 90%
NONMOXUTENbHbLIX Pe3ynsLTaToB NpPu
HeoHaTarnbHOM CKPUHUHIE OKa3blBalOTCS
NOXXHbIMU



Bce a3t obcTtosATeENbCTBA MOTYT
OKa3blBaTb CEPbE3HOE
MCUXONOrM4YeCcKoe aaBrieHne Ha
cemMblto O0fbHOro, 1 Bpen oT
NPOBOAMMOIO TECTUPOBAHUSA B
HEKOTOPbIX Cry4asaX MOXET
NpeBbILLAaTb NOSIb3Y



B Poccun maccoBbIn
HeoHaTanbHbIN CKPUHWUHT
NPOBOAUTCA TONMBLKO ANA TEX
3aborneBaHnn, paHHAA OnarHocTuka
KOTOPbIX 1 nocrneayroLine
rfie4edbHblIe MEPONPUATUSA
CNOoCOBOCTBYIOT NPeaoTBPaLLEHUIO
pPa3BUTUS HaMboNee TaXernbIX
KIMMHNYECKNX NPOABIEHNIA



ITO —
QeHUITKemMOoHYypUH,
MyKosUuCcUUO003, 2ariakmo3eMus,
adpeHo2eHuUmMarsibHbIU CUHOPOM
N 8POXXKOEHHbIU 2Urnomupeos



PEOKUE (OP®AHHbLIE) 3SABOJIEBAHUA
CocTtosiHne npooriembl B CaHKT-
[MeTepOypre

NpeHaTanbHaa anarHoctuka— 15 Pb WAl um.[1.0.01Ta»
HeoHaTanbHbIV cKpuHMHr - 5PB Tlopoackon MI'LY
CenekTuBHbLIN CKPUHUHI - 40 PB Topoackon MI'L

(HapyweHne oomMeHa amunHokucnort -12 Pb,
opraHmn4yeckux kucnot - 8 Pb u aumnkapHutuHoB - 6 Pb)

Peructp aerem ¢ HepBHO-MbILWWEYHbIMU 3a00NIeBaHNAMM
2010r.

Co3pnaH KoopanHauunoHHbIin CoBeT no getam-
uHBanugam npu Komutete no CounansHomy PazButuiro
NpaButenbcTtBa CI16



B nocneaoHue roabl HAbnwaaeTcs
3aMETHbIN NMporpecc B Ne4YeHnu
HekoTopbiX HBO, HO Ans
OONbLUMHCTBA U3 HUX
cUMnNnTOMaTU4YeCcKmne MeToabl,
HarnpaBreHHble Ha KOPpPeKLMIO
Hanboree TAXenbIX MPOSABNEHUN
3aboneBaHus, ABMSATCA
OCHOBHbIMW. TpyaHee BCero
noanarTca nedeHno HbO ¢
NPENMYLLIECTBEHHbLIM NOPaXXeHUEM

LIANDILIAIA AIAATARAL 1



bonee yem ona 200 HBO
pa3padboTaHbl
natoreHeTn4yeckme MetToabl
nevyeHuns, Npu 3aTom 0ooOUTLCH
NONTHOU PEeHOTUNNYECKOU
KoppeKUnn yoaeTca TONMbKO B
eOVHUYHbIX cny4yaax



[Ton HapyweHuax obmeHa
aMWUHOKMCNOT, OpraHNYeCcKnX
KWCNOT, YrNeBoaoB 4acTo
NCMOSb3yeTcs AneToTepanus,
Npun 3TOM HabOopPbI NPOAYKTOB
f1e4ebHOoro NMTaHns NOCTOSAHHO
COBEPLUEHCTBYIOTCH



LLinpokun BbIOOP NeYebHbIX
NPOAYKTOB

ns naumeHTOB BCeX
BO3pacToB
c ®KY v apyrummn PHBO
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MMABHAA LUEJIb OUETOTEPAIUA

obecne4ynTb OpraHU3mM BCEMU HYTPUEHTaMM,

yunTbiBasa chusnonornyeckue noTpedoHocTu m

MaKCUManbHO UCNONb3yA HaTypanbHble
~ NPOAYKTbI

ENUTRICIA

Liquigen

Emulsified MCT Oil




BocnonHeHne HegocTarLero
MeTabonuTa MoXeT
npoucxoauTb Npu yBENMNYEHUN
NOCTYNSIEHUS
COOTBETCTBYHOLLEro cybcTpara
NN BBEOEHUUN arnbTePHATUBHbIX
cybcTtpartoB



B HEKOTOpPLIX criydasax ycnex B
nevyeHnn gocTuraeTcs npw
BbIBEAEHUN UITU CHUXKEHUU

TOKCUYHOCTU HakanmBaembliX

MeTabonunToB.

[Tpyn HekoTopbIX HBO
NpoBOAUTCA paHHAA
TpaHcnnaHTaunua opraHoB U
TKaAHEWN, NpeXxae BCEero,
KOCTHOIo Mo3ra u1 rne4yeHu



Koppekumna doepmeHTaTUBHOW
HeQOoCTaTOYHOCTN MOXET
NPOBOAUTLCA NYyTEM BBEAEHUS
KOOepPMEHTOB UMK
dpapmMaKkonorn4yeckmx LarnepoHoBs.
Ho Hanbonee ycnewHon npu
J1Ie4EHNN HEKOTOPbIX NTM30COMHbIX
bone3Hen oka3blBaeTCS
epMeHmMHas 3amecmumersibHas
meparnus



[1pn 3TOM NekapcTBEHHbIE
npenapaTbl Yalle BCEro
NPOU3BOOATCA C
Mcnosib3oBaHMEM METOOB
reHHOU UHXXeHepunn, CTOUMOCTb
MX OOCTATOYHO BbICOKAQ, a
O0nbHbIE NOXU3HEHHO
Hy>XOakTcsa B UX npueme



B cBSAA3K C 3TM BO MHOIMMX pa3BUTbIX
CTpaHax Mupa, Bknro4yaa Poccuto,
NPUHATLI 3aKOHOdaTEerNbHbIE aKTbl U
cneumanbHble MporpamMmbl
rocygapcTBeEHHOW NoAaEePXKKM,
HanpaBneHHble Ha yry4lleHne
KadyecTBa MeanLUMHCKOW NOMOLLN
OONbHbIM C peaKuMU
zaboneBaHuamun. K coxaneHuto,
CMUCOK 3TNX bone3Heun noka He
OYeHb BEnuK



bonbline HageXxabl Npw
nedyeHumn HBO cBA3bIBaAOT C
KNETOYHOM U reHHOW Tepanuew,
OQHAaKO 3TV TEXHOMNOIMA B
NpakTU4eCKoM nnaHe genaroT
TONbKO NEpPBLIE Laru



JluszocomHbIe borie3HU HaKonneHuUs
(IBH) — aT10 06WKMpHBLIV KNacc HBO,
KOTOPbIX BKMOYAET OKOMNOo 50
Ho3onorndyecknx doopm. Bece oHM
00yCcnoBMNeHbI FreHETUYECKUMMU
HapyLeHUAMU PYHKLNN NTN30OCOM,
KOHTPONUPYOLLNX NpoLecchl
BHYTPUKNETOYHOIO pacLlenfieHuns
OonbLUMHCTBa ONONOrMYeCKnX
MaKpOMONEKYN, TaKNX KaK rMuKonunuabl,
[MUKO3aMUHOITNKaHbI, IMUKOMNPOTENHBI



Oobwags vyactota JIbH
cocTaBnger

1 Ha 7-8 TbICAY HOBOPOXXOEHHbIX.
BcTpeyaeMoCTb KaXXaoro

OTAEesIbHOro 3abosieBaHnsA He
npeBbiwaeT 1:100 000, a B

OONbLUMHCTBE CrlydaeB MOXET
ObITb 3HAYUTENBHO HUXE



JIlnzocombl — LeHTparibHble opraHesnsbl KNeTKU

JluzocoMabI (OT rpeud. «nMU3nc» -
pasnoxeHue, pacnag n «coma -
Teno) - 3T0 YHUBepPCcarbHbIn
opraHou dyKapmoTU4eCcKux
KI1ETOK, KOTOPLIN NpeacTasBrieH
MeMOpPaHHbLIMU My3blpbKaMu
(0,1-0,4 MKM), ObOpMUPYHOLLMMUNCA
C y4acTmem Kkomnsriekca onboxu.

~ TR T Gt P TN
JInzocombl B anuTennanbHbIX KNeTkax KULWEeYHWKa

OTOT opraHouna 6bIn
OTKPbIT B 1955 T.
0enbrmnckum
onoxumukom K. fle
[oBOM, KOTOPLIN 3a
nccrnenoBaHUs CTPYK
N PYHKLNW SIN30COM
yaoctoeH Hobenesc
npemum (1974r.)




[lepBUYHbIE NMN30COMbI 0OpPa3yOTCH
M3 annaparta [ onbaxwu.
CnuBasicb C Opyrmmu

MeMOpPaHHbIMU My3blpbKaMuy, OHW
doopMUpPYIOT BTOPUYHbBIE NMN30COMBbI,
cogepxallme martepuarn, nonasLUUNIA

B KNETKY B pe3yrbrarte 3HOOoLUMUTO3a

N1 NornoLiaemMblin B npoLecce
aytTogparmm



OcHoBHasa yHKLUNA NTM30COM
3aKrovaeTcs B pa3pyLUeHUn
MCMOMNb30BaAHHbIX MAaKPOMOJSIEKYT NPU NX
HOpManbHOM KaTabonusme.
OHOOCOMHO-NTM30COMHada cuctemMa
ABMAETCS KINOYEBOW ANA noaaepXaHums
HOpMarsibHOro KrneTto4Horo metabonumama
n paboTaeT B CBA3Ke C LLUanepoH-
MeOMaTopHON cuctemoun aytodparum v
YOUKBUTUH-NPOTEACOMHOWU CUCTEMOW



JIInzocomHble PEPMEHTBI OTHOCATCH K
Knaccy auoposia3, OCHOBHOU QOYHKLIMEN
KOTOPbIX ABNAETCS pacLuenseHne
MaKpOMONEKYN Ha X NepBUYHbIE
COCTaBnaoLwme: aMMHOKUCIIOTHI,
MOHOCaxapwuabl, >XUPHbIE U
HYKIMENHOBbIE KNCIOThI.

ITO KMUCnaga U wenovHaa gocdartasbl,
[MIOKO30-6-pocdraTasa, nmnassbil,
XONMMH3CTEpPAa3a, NpoTeasbl, ypeasa u

ap.



[ngponasbl CUHTE3NPYIOTCH B
SHOoMnIasmMaTu4ecKkoum CeTun, a
3aTeM noaBeprarTca
NOCTTPAHCNALUOHHOMY
NPOLIECCUHTY U
TPaHCNOPTUPOBKE B NEPBUYHbIE
JIN30COMBbI



[ eHeTu4ecKne HapyLleHus
CUHTE3a NobOoro U3 aTuX
doepMEHTOB NMPUBOAUT K

HaKOMMEeHUo B JIN30COMaXx

COOTBETCTBYHOLLMNX
cneungunyeckmnx cybcTpaToB —
MyKononucaxapuagos,
raHrmMo3naos, NMNNOOB,
[MUAKOMPOTENHOB U T. A.



CnencrBueM 3TOro ABMSAETCSA
YBENMNYEHNE Yncna JIn30CoM, YTO
MOPOSIOrM4YEeCKN BbIABIAETCS B

NOSABNEeHUN Tak Ha3blBaeMbIX

«rneHucmabix» KneTok. HakonnexHune
HepacLlenneHHbIX MaKpOMOMNEKYI
MOXET OOCTUraTb 3HAYUTENbHbIX
pasMepoB, 0CODEHHO B TEX TKAHSX U
opraHax, as1sl KOTOpPbIX XapaKTepHa
NOBbILLIEHHAs! CKOPOCTb OOHOBIEHUS



HekoTtopble JIBH obycrnosneHbl
reHeTUu4eCKMMUM HapyLLIeHUAMU DENKOB,
y4acTBYHOLLUX B OuoreHese nn3ocom, a

TakKkKe DernkoB-akTUBATOPOB,
CONnONNN3NPYIOLLINX HEPACTBOPUMbIE
cybcTparhbl (rmukonunuabl), U OENKOB,
KOHTPONUPYIOLLNX BE3UKYIAPHBLIN
TPAHCMOPT NMM30COMHbIX PEPMEHTOB
NN noanexawymx rugpornnsy
cybcTpartoB



JIbRA KnaccnmnunmpyroT Mo
Tnam HakKannmMBaemMoro
BelllecTBa —COUHToNNNMUOo3k0l,
BKtovatoLine uepebposnaossl,
raHrNmMo3nao3sbil,
nenkogncTpodouu,
HENPOHanbHbIN LLlepOnaHbIN
NMNoqoyCcLUNHO3;
MyKonoJincaxapuaosbil;
MYKONMNMAOO03bl U
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KnnHmnyeckue npoaBneHus
3aboneBaHnn Kaxxaoun U3 aTUX rpynn
LLIMPOKO BapbUPYIOT B 3aBUCUMOCTH

OT PU3NONOrnM4yeckom 3Ha4YMMOCTH
naTonorn4yeckoro Metabonn4eckoro
NyTU U TUNA NOPaXXEHHbLIX TKaHEW, B
KOTOPbIX MPONCXoaUT Hanborbluee

HakonneHne HepacllenneHHbIX
MaKpPOMOJIEKYI



KneTkn MOHOHYKIeapHOU
doarouiTapHON CUCTEMDI
OcobOeHHO boraTtbl IM30coMaMu,
N TakKnm obpa3om 4acTo
BOBEY€EHbI B NATONMOrM4yeckni
npouecc npuv JIbH.
OpraHamMu-MULLEHAMMN
ABNAITCA eCTeCTBEHHbIE MeCTa
pa3pyLLUeHNAa COOTBETCTBYHOLLUNX
MaKpOMONeKyn



| aK, MPpU HApyLLUeHN
kaTabonnama mmenmHa B
npoLiecc BOBIiekaeTcd benoe
BELLIECTBO roJyIOBHOIoO M0O3ra;
HakonneHne HepaculenneHHbIX
MaKpomonekyn B TkaHax LIHC,
Kak npaBuno, obycnoenueBaet
pa3BuUTUE
HenpoaereHepaTuBHbIX
NpoLeccoB 1 YMCTBEHHOU
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NnapeHXMMaTo3HbIX OpraHax
pa3BMUBaETCA renatocniieHoMeranus,
aHEMUSA N TPOMOOLUNTONEHUS;
HaKonMeHne NaTonorn4yeckoro
MaTtepuana B KOCTHOW TKaHWU
CNOCOOCTBYET pa3BUTUIO
MHOXXECTBEHHOIo AN30CTO3a; a Npw
HaKoMNMeHnn MyKononuncaxapuaos,
NPUCYTCTBYIOLLUX B OOMNbLUNHCTBE
TKaHen, HabnwaaeTcs
reHepann3oBaHHOE NoBpeXaeHne



HeBpOofiorn4yeckme HapyLueHumna 4acTto
COYETAIOTCA C NPU3HAKaMU
ansmopdoreHesa (rpyoble 4epTbl NuLa,
MaKpormnoccus),
renatocnneHomerannen, CKeneTHbIMU
HapyLeHNaM , pa3BUTUEM KOHTPAKTYP,
NYNOYHOU rPbiXK, NopaxxeHnem opraHa
3peHns (NOMyTHEHWE POroBULIbI UMK
CUMMTOM «BULLUHEBOW KOCTOYKN»),
naTtornoruen cepae4Ho-cocyancTon
CUCTEMbI (ApUTMUA UNK

I/ ANMFIAARMRAFA 1204 )



[lopo3peHune Ha JIbH noaeBnsaeTca
OObIYHO NPU NPOrpeccUpyroLLEN
ONCPYHKLUNN HEPBHOWU CUCTEMBI,
BUCLIepoMeranun, HapyLleHnax ckenera
NN Kaknx-to bonee cneundunyeckmnx
aHoManuax. [lereHepaTuBHbIE
npouecchkl npu JIBH npnBoaaT K
3amMeqrieHnIo pa3BuUTUA N ytTpare
NPUODOPETEHHLIX pAHEE HaBbLIKOB Y
HOpManbHO pa3BuBaloLLEerocsi pebeHka



[1pn cbope aHamHe3a HeobxoaMMOo
obpalyaTb ocoboe BHMMaHME Ha
HEBPOSIOrM4eckme CUMMNTOMbI, BKIOYas
Cygoporu, a Takke HapyLeHUa 3peHnsa
crnyxa, pmsnvyeckmun poctT u bonee
cneundounyeckne nokasaTenu, Takme Kak
orpybeHune 4epT nuua, NOMyTHEHUE
POroBULLbl, yCUITEHNE PAHHUX
PEMIOKCOB, pacTaAXXeHUe XXNUBOTA,
TYronoaBUXHOCTb CYCTaBOB, MPbIXM.



LMarHo3 J IbmA MOXET ObITb
noaTBepPXAeH Npu
bnoxmmmyeckom aHanmse
aKTUBHOCTU cneumndpunyecknx
doepMEHTOB B CbIBOPOTKE KPOBMU,
rnevkoumTax unwu
KYNETUBUPYEMBbIX
donbpobnacrtax KoXxun B
COYETAHUM C TMNEPIKCKPELINEN C
MOYOU cneundunieckmnx
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Ba>kHbIM ANArHOCTUYECKUM
Kputepumem JIbH aBnaetcs
HanM4ne «NeHUCTbIX» KNETOK U
aHOManuu nMM3ocoM, KOTopble
MOTYT ObITb BbISABMEHbI NPU
TMCTONOrM4YeCKOM aHanmse
bnonTaToB pa3nNMUYHbIX TKAHEN
6onbHOro
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o6pamaTb BHUMaHME Ha CXOOHbIN
XapakTtep natonorum y cubcos.
Llenecoobpas3Ho y4nThiBaTh
9THUYECKYIO NPUHAONEXHOCTb
OonbHOro, Tak Kak HEKOTOPblE DOMNMe3Hn
HaKoMMNeHna NMNMAaoB Yalle
BCTPEeYaloTCHa B 9THUYECKOU rpynne
eBpeeB allKkeHas3n, a MaHHO31O03bl U
acnapTUnrrntoKo3aMUHypust — y
xuteneum CkaHamHasumn. KOHolleckas
doopma crnannaosa pacnpocTpaHeHa B



IccnenoBaHue
nepupepnyeckKkoro Mmaska KpoBwu
MOXET BbIABUTb BaKyonusauuio

KINETOK KPOBU (rpaHynbil,
XapaKkTepHble NPU3HaKK
NMNNNOHBIX OTNOXEHUN —
3aBUTKW, NMorocaTblie Tenbua nunwu
ayTodparocomsbl), KOTOpble MOTYT
OKa3aTbCHA BaXXHbIM KJTHOMOM K
npaBUbHOMY AnarHo3y



Mouya MOXET ObITb CKpUHMPOBAHA
Ha NOBLILLEHHYIO 3KCKPELINIO
onurocaxapoB Npu
onurocaxapuaoo3sax u
MWKO3aMUHOIMMKaHOB Mpw
MyKononucaxapmgosax.

B KpoBM MOXET ObITb NOBbILLEH
doepmMeHTaTUBHbLIN MapKep
aKTuBaLM MaKpodaroB —
XUTOTPUHo3naasa



[ IUKOIUMUO03b]l XapaKTepu3yroTC
aHOMarlbHbIM OTNOXEHUEM B
Pa3NMUYHbIX OpraHax U TKaHAX OonbHOro
bonbLIOro Konn4yecTsa
HepacLUlenneHHbIX MNPOAYKTOB XXMPOBOIo
obMeHa BcreacTtemMe HapyLlleHUs
pacnaga rnukonmnuaos. [1pnynHou
MUKONINMNA030B ABMNAETCH
HacneacTBeHHadA HeQOCTaTOYHOCTb
JNTIM30COMHbIX PEPMEHTOB, Y4aCTBYOLLUX
B KaTabonuame nNMnnuaos



OCHOBHY0 YacCTb MUKONUNNOO0B
COCTaBNAT cchuH2071UMUOKI,
Hanbonee
pacrnpocTpaHeEHHbIMA N3
KOTOPbIX SIBASIIOTCS
COOUHTOMMUENUHBI,
Lepebpo3nabl, raHrMmMo3nabl u
cynbaTtungbl



CQOUHIO31HAa, KOTOPbIN MOXET
ObITb COEANHEH C
dOCPOXONMNHOM UMK
doocpoaTaHONaMUHOM.
ITn dhochonmnuasbl
pacnosoXeHbl Ha BHELLHEWN
CTOPOHE NMNNAHOIo Cnos
KNneTo4yHou memMmbpaHbl U
0COOEHHO 0OUIBLHO
npeacrtaBneHbl B MUENMUHOBOW



[lepebpo3uldsbl, NN
2/1uKoCchUH201UNMUObkI TaKXe
ABNSAOTCA KOMMNOHEHTaAMMU
KNeTo4HbIX MeMbpaH. B nx coctas
BXOAUT CAOUHIO3UH, XXUPHbIE
KUCMOTbI N YrNeBodbl, KOTOPbIE
MOTryT ObITb NpeacTaBeHb
ranakTto3oun Unu, pexe, rmoKo3on —
ranakrouepedbpo3nabl u
rnokouepedbpo3nabl



[‘aHar1u03U0kI ABNSAKOTCA
COCTaBNALLMNMN
[MUKOCAOUHIoNMNnaos,
pPacnos10XKEHHbIX Ha BHELLUHEN
NOBEPXHOCTU OONbLUMHCTBA
KNEeTOYHbIX MeEMOpaH.

OHWn ocobeHHO obunbHbl B LIHC.
Cyrnbgamuobk! y4acTBYHOT B
NOCTPOEHNUN MUENTMHOBOW ODOMOYKN
HepPBHbIX BOJTOKOH



J1n3ocomMHbIe DonesHu,
00OyCcnoBMNEHHbIE HACNeACTBEHHOW
HeJo0CTaTOYHOCTbIO
COUHIONMNNOOB Ha3bIBAKOTCS
couHaonunuoo3zamu. Cpean HUX
BbIOENSAOT Takue rpynnbl
3aboneBaHun, Kak Lepebpo3naossl,
raHrmMo3nao3sbl, NeNKoanCTpomun,
HENPOHanbHbIN LLIEePOUOHbLIN
NNNoMYyCLMHO3



N Lepeopo3ngo3am
OTHOCSTCATCS
rmroKko3unnuepamMmnaHbIn
nmnnaos, unun bornesHes [owe;
rnobouna-kneTovyHas
nenkoaucTtpodusa, unu 6ose3He
Kpabbe; bore3Hb @abpu;
NUNorpaHynomartos, nnu
borie3Hb Papbepa;
COUHIOMMENNHOBbLIN NUNNA0S3,

1 4™ 1 A Kf\l-lf\ﬁ"l L"'nﬂf\"ﬂ ‘ llllfﬁ



MeTtabonnam couHronnmnaos
B HEPBHOW TKaHU "
Hacrie0cmeeHHbIe
CQUH20/1UNUO03bI



B
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B Mepguko-reHeTn4eCckoM Hay4YHOM
ueHTpe PAMH Ha ba3e koonepauunu
C MeAUKO-reHETUYECKUMU
KOHCYNbTaUUAMU CTPaHbI
dOYHKLUMOHUPYET Nporpamma
ONarHoOCTUKU 1N NnpodunakTuku JIbH.
[1o aTon nporpamme obcrnegoBaHo
bonee 450 OONnbHbIX, U Donee 4yem B
100 cny4daax npoBeeHa
npeHaTtanbHaa amarHoctuka JIbH



Cpeaun cCOUHronnMnnao3os
Hanbornee N3BECTHLIM SIBNSAETCS
2J/1I0KOCGOUH20/1UNMuU003, UNn
borie3Hb [owe.

UYacTtoTa 3aboneBaHus 1:100000;
BCTPEYaEMOCTb NPUMEPHO B 3
pa3a Bbille B 3THUYECKOU rpynne
eBpeeB-alllkeHas3u



B 3aBUCMMOCTU OT aebtota n
BeOyLUUX KIMMHNYECKUX NMPOABIIEHNU
bonesHb [owe TpaauLUMoHHO
pa3genaroT Ha Tpu TMna — |
HEHeNPOHOMNAaTU4YEeCKUN,

Il OCTPbIN HEUPOHONATUYECKUN U
1l NOOOCTPbIN HEUPOHONATUYECKUNIA



XPoHM4eckasa B3pocnada gopma
bone3Hu [owe I-ro Tnna,
cocTaBnsoLas 80% oT BCeX POpMm
3aborneBaHus, XxapaKkTepusyeTcs
renaTocnrieHoMerarimen, aHeMmen,
TPpOMOOLMTONEHUEWN,
acenTn4ecKMMm HeEKpO3amMu KOCTEMN,
nepenomamun. Hesponornyeckue
CUMMNTOMbI, KaK NpaBuIo,
OTCYTCTBYIOT



Hapany C
renaTtocnjieHomMeranumemn,
OOMUHUPYIOLMMU ABNAIOTCA
ocTeorneHun4yeckasa u
ocTeonnTunyeckas gereHepaums
ckeneTa c nepunoanyecku
NOBTOPAOLLMMMNCA KOCTHbIMW
Kpnu3amu, conpoBoXaaroLMMNCS
OCTPbIMU DONAMU U
npuBoAALLMMU K BPEMEHHOMY
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Hanbonee yactaga nokanunsayus
KPWU30B, pa3BMBalOLLNXCHA
BCneacTBue MHdpapKTa KOCTHOIO
MO3ra, — rorioBku begpeHHou u
nrne4YyeBon KOCTEWN, Ter
NO3BOHKOB, ceaanuLiHble KOCTW.
[ emaTonorn4yeckme CMMNTOMbI
4aCTO OCIIOXHAKTCH
HapyLEeHNAMUN CBEPTbIBAHUSA
KpOBW



B nanbHeunwem y 605bHbIX pa3BMBaeTCA
XPOHUYecKkasa novyevyHaqa n ne4eHo4Has
HEeJOCTaTOYHOCTb, LIMPPO3 NEYEHW.
[1pn MUKpPOCKONMMYEeCcKkoM UccneaoBaHuUm
KOCTHOIO MO3ra, NnapeHXnMMaTo3HbIX
OpraHoB (cene3eHKa, NevyeHb, Nerkme,
NoYykn) obHapyxmBaroTca KNneTku [owue:
KpynHble, NMULLEHHbIE BaKyoneu KNeTKn .
HaKOMMEeHHbIM LLepebpo3naom



bone3Hb [owe I-ro Tuna
OCODOEHHO YacTOo BCTPEYaeTCH
cpeaun eBpeeB-allKeHasw.

B CLUA 3apermctpmnpoBaHo
cBbille 20 000 cny4yaeB O0MnesHu
[oLwwe, npnyem boree aAByX
TPpeTen N3 HUX NPUXoaNTCA Ha
eBpeeB BOCTOYHO-EBPONENCKOIo
NPONCXOXAEeHUSA



CynTaeTcs, YTo 3TO Hambonee
YyacToe MOHOreHHoe
3aboneBaHne cpean

npeacraBuTeNen JaHHOU
9THMUYECKOU rpynnol.
UHacToTta retepo3nrot cpegmu
aMepPUKaHCKNX eBPeEB
aocturaet 1:13 n HECKOINbKO
HMXe B VI3panne — ot 4% 00 4.6%



OcTpasa getckasa dopma bornesHu [owe
Il Tna (5%) nebtoTnpyeT B NepBOM
nonyrogun. [ina Hee TUNUYHBI
renartocnfieHoMeranusa B COMeTaHNn C
OKYJTOMOTOPHbLIMW aHOMaNUaAMun n
nporpeccupyroLLen 3agepxkon
NCUXOMOTOPHOIO Pa3BUTUA.
[lepBbIMU NposABrneHns MM 3abonieBaHUS
MOTYT ObITb HAPYLLEHUA rMOTaHUS,
nonepxmBaHus



3aTeM pa3BMBaOTCA HEBPOIIOrM4eckne
aHOManuu: Tpuam, bunareparnbHoe
donkcmnpoBaHHOE Kocornasue,
OKYJTOMOTOpPHAasA anpakcus, rnokanbHas
MbILLEeYHas ANCTOHUA, Cyaoporu, noTeps
paHee NPUobPETEHHbLIX HABbLIKOB,
nporpeccupyroLas cnacTUYHOCTD,
rmneppeanekcua, gncdparus.
CMepTb HAacTynaeT B BO3pacTe A0 roga
OT ObIXaTenbHbIX PaCCTPOUCTB B
pe3ynbraTte acnupaunoHHbIX

ANALIVARILIADRAANLILALA






Beoywmmm yeptamu llI-ro
IOBEHUIbHOIO TUNa Done3Hn
[OLLe, BCTpeYvatoLlerocs ¢
YacToTOU 15%, ABNAKTCH
remaToniorm4yeckme aHomManmm c
rmnepcnyieHn3MoM U JTIOMKOCTbIO
KOCTeW, NpuyemM cenes3eHka
MOXXET OOCTUraTb MraHTCKux
pa3mMepoB



3aTeM pa3BMBalOTCS
dKCTpanupamMmuaHble HapyLLUEeHUS B
BMAOe aTakCuun, crnacTU4ecKkoun
napannernm, cyaopor, UaMeHSAETCH
noBeaeHme DONMbHOrro U
pa3BUBaAETCA NporpeccupytoLLas
OEMEHLNS.
Knetkn [owe obHapyXnBaroTcs He
TOJSIbKO B NAPEHXNMATO3HbIX
opraHax, HO 1 B HEUpPOHax Mo3ra



B oTnnyme ot Tnna |,
Tunol |l n 1l HEe gaBNAeTCA
npeobnagaroLwmmm cpean
eBpeeB-allKkeHasw.
Camas bonbLuaga rpynna
NaLMNEHTOB C XPOHNYECKOWU
LepebpanbHou doopMon
3aboneBaHUS
zapeructpupoBaHa B LLiBeunn



Bce tunbl 6bonesnu lowe
00OycnoBneHblI HacneaCTBEHHOW
HEeOOCTaTOYHOCTbIO
2/1roKo3unuepebposuoasbl —
doepmMeHTa, y4acTBYHOLLEIO B
pacLienneHuun rnmobosunaa,
Ba>XHOMo NMUMUAHOrO
KOMMOHEHTA KpaCHbIX KPOBSAHbIX
KINEeTOoK



[Tpn Bcex Tnnax bonesxHu [oLwe
cogepkaHmne MMMYHONOTNYeCKmNX
doopm rnrokoLepedbposngasbl B
cernes3eHKke, NPMMepHO, O ANHAKOBO,
B TO BPEM4 KaK KaTanutunyeckas
aKTUBHOCTb (PEpPMEHTa NpU
B3POCIbIX HeLepebpanbHbIX
doopMax cCoCTaBnsEeT OKoo 15%, a
Npu HEBPOIMOrM4YeCcKnx gopmax Tuna
Il n 1l - TONBKO 2-3% OT HOPMasribHOro
YPOBHSA



Pa3paboTaHbl adpdeKTUBHbLIE
DnoxmMMmmnyeckumne TecThl,
NO3BONAIOLLME ONArHOCTUPOBATb
FOMO- U TETEPO3UTOT.

OTUN TECTbI OCHOBaHbI Ha
pasgeneHnm n Konn4yecTBeHHOU
OLleHKe HeUTparnbHbIX
[MIOKOCOUHIONMNNO0B MeToO4aMU
TOHKOCJTOMHOW U1 ra30oBo-
XMOKOCTHOWU XPOMOTOrpadum



B HacTodLllee Bpems
MOEHTUPULIMPOBAHO HECKOMBLKO
O0ECATKOB MyTaLlUN B reHe
rmoKoLepebdbposnaasbl
GBA (1g21-q23)

Y NayMeHTOB C pa3finyHbIMI
doopmamum bonesHun lowe



Hanbonee yactom myTtaumnen y
OonbHbIX |-ro TUMNa aBnaeTca A-G
3aMeHa B 9-OM 3K30He NreHa,
conpoBoXaatoLlascs 3aMeHon
acnaparmHa Ha cepuH B 370
nornoXeHmm benka - N370S.
Ee yacTtoTa cpean 060rbHbIX
eBpeeB-allKkeHa3u npesbiaeT 70%,
a cpegun nauneHToB |-ro Tuna
HEEBPEWNCKOIo NPONCXOXKOEHUSA
OoCcTuraeT 26%



[IpaMbIe CKpUHMpyoLme
nccnegoBaHUg nokasanu, 4YTo
nonynaunmoHHaa Yactota N370S
cpeau eBpeeB-allKkeHasu
coctaBsngdet 4,7%, 4acTtoTa
reTepo3nroTt — 8.9% n 4acTtoTa
POXOEHUN OOMbHbLIX B CEMbSIX, FOe
oba cynpyra npuHagnexar TON Xe
9THMYECKOW rpyrnne, CocTaBnseT
1:450



PeanbHaga YyacToTa poXxXaeHun
OONbHLIX B UCCreayemMomn
nonynsunm He NpeBbILLIAaEeT
1:600. PacxoxaoeHuns B aTuX
OLUEeHKaX MOryT OObSCHATLCS
TeM, YTO YacCTb AEeTeEN C
Hanbonee TaxenbiMm dopMamin
MOTryT normbaTb B nepuon
BHYTPUYTPOOHOIo pa3BUTUSA



BTopoun maxkxopHou myTtauunen
cpeau NaumMeHTOB EBPENUCKOIO
NPOUCXOXOEHNA ABNAETCA
MHCepLUMa BTOPOro ryaHnHa B 84
Nno3numm reHa GBA — 84GG.
Ee yactoTa aocturaet 75%, a B
cymMmme aBe myTtauun
nepeKkpbIiBaT 95% BCEX
MYTaHTHbIX annenen 60nbHbIX
eBpeeB-allkeHasu



Camon pacnpocTpaHEHHON
MyTauuneun npu
HEBPOJIOrMyeCcknx goopmax
3aboneBaHud Il n 1l TMNa
aBnaeTca T-C 3aMeHa B 3K30He
10 reHa GBA, npnBogdaLlas K
3aMeLLeHnto NnenumnHa Ha
NPONVH
B 444 NONOXEHUN
rmoKoLepedbposnaasbl - L444P



Okasarnochb, YTO 3Ta MyTaums
HaXoauTCs B rOMO3UTOTHOM
COCTOAHUN Y NALIMEHTOB C
tOBEHUINbHLIMU 1 B3POCTbIMW
doopmamm 3aboneBaHus Tuna lll B
LBeackou nonynaunn. ObLas
yactoTta L444P 3aMeHbI Yy NaLUEHTOB
c bones3Hblo [oLle HeeBpPeUCKOro
npouncxoxageHnsa B BennkobputaHum
paBHa 35%



Co3agaHa TpaHcreHHada NMMHNUA Mbllen ¢
neneunen 3K3oHoB 9 1 10 reHa Gba v
HeaOoCTaTOYHOCTbIO
rnokouepebposngasbl. MyTaHTHbIE
XMBOTHbIE UMEIOT PEHOTUN, CXOOHbIN C
bonesHbio [owe 1 Tuna.

Y HUX pa3BUBAETCA crniieHoMeranus,
MUKPOLIMTUYECKAsS aHEMUS, B KOCTHOM
MO3re, cerie3eHke 1 rnovykax
NPUCYTCTBYIOT KPYMHbIE KIMETKU C
HaKonneHnaMun uepebposnaa, cXogHble

~A iraaTisrAania l Al



[1pn TpaHcnnaHTauum
MYTAHTHbIM XXMBOTHLIM KOCTHOIO
MO3ra OT COBMECTUMbIX
HOopMarnbHbIX MblLLEN-OOHOPOB,
TaKKe Kak npu peTpoBUPYCHOM
nepeHoce HopMarnbHOro reHa
Gba, OCTUraeTca KoppeKkuyns
doeHOTUNMYEeCKNX NPOABNEHNN
bonesHu [oLwe



5-6 MecsueB NeYeHuns ¢
MCMNONIb30BaHUNEM KaXXO0UN U3 3TUX
npoueayp NPUBOAAT K YBENNYEHULO
aKTUBHOCTWU rntokouepebpo3ngassol
N CHUXKEHUIO Yncna knetok lowe.
OTU pe3yrbTaThl YKa3bIBalOT Ha
NepcnekTMBHOCTb KaK
TPaHCMaHTaumm KOCTHOro Mo3ra,
TaKk N reHoTepanummn ansi revyeHust
bonesHu lowe



SHAYNTENbHbIN TEPANEeBTUYECKUIA
AP PEKT Npu NeYeHnm NnaLumeHToB C
tOBEHUNBHbLIMU 1 B3POCIbIMU pOpMaMU
3aboneBaHna OOCTUraeTcs Npw
CUCTEMATUYECKNX BHYTPUBEHHbIX
MHQPY3NAX NNaueHTapHOW
rnrokouepebposnaasbl Unu ee
MoanduLMpOBaHHOIO romorsiora —
anrniouepassl. [1py aTOM Ny4yLLnK
pe3ynbTaT nony4vyaeTcsd Nnpu BBegeHUn
9K30reHHOro pepmMeHTa B NIM30COMbI

ARAAALYRAANArFrAD



VIHTEpECHO OTMETUTD, YTO
NPUCYTCTBME B reHe GBA
reTepo3nroTHbIX MyTauun L444P,
N370S 1 HEKOTOpPLIX APYruX B 5-6 pa3
YBENNYMBAET PUCK Pa3BUTUA
6onesHu NapknHcoHa.
[TogoOHbIE MyTaLMK
oOHapyXnBaoTCcs Yy
4-5% OO0nbHbIX, NPUYEM, 4YaCToO, C
pPaHHUMKU popMaMn NAPKUHCOHU3Ma



[[aHaruo3u003bl — 3TO TSXKenble
HacneacTBeHHble DONesHu
obmMeHa MeMbpaHHbIX TMNMAOOB,
o0ycnoBneHHble U30bITOYHbLIM
HakonneHnem GM1, GM2 n GA2
raHrNMo3naos, B NEPBYIO
oyepeab, B HEpPBHOW, a TakXKe BO
MHOIMX OPYrnx cuctemax
opraHu3ma



Tpu KNMHKU4YecKkne Popmobil
GM1-2aHanuo3uoa
00OycnoBneHbl HacneaCTBEHHOU
HeJOoCTaTOYHOCTLIO
NIN30COMHOMWN [-2asiakmo3udassl



HeoocTtaTo4HOCTb 3TOro pepMeHTa
NPpUBOOUT K HaAKOMMEHUIO B
HEUPOHaX N BHYTPEHHUX opraHax
raHrmmo3anga GM1 n ero cnabo
PACTBOPUMbIX CMANONPONU3BOAHbIX,
a Takke K HapyLleHuto gerpagaumnm
KepaTaHcynb@aTta — KOMNOHeHTa
MUKO3aMUHOIMMKAHOB
BHEKINETOYHOro MaTpukca
XPALLEBOWU TKAHWU



HakonneHne GM1-
rAHIMMO3NO0B B KNETOYHbIX
MemMmbpaHax HEMPOHOB BEAET K
HapyLLUEHUIO X POCTAa,
Mopdoonormm n cCMHanNTU4eCKou
ONCOYHKUMKW. BblaenaT Tpu
KIMMHU4YecKne oopmbil
3aboneBaHnsa — OCTPYIO
MadeH4YeCcKyHo, FOHOLLECKYIO U
B3POCIVIO



[ 1oy MHPAHTUNBHBLIX OopPMaXx
TAXKenaa uepebpanbHas
aereHepauus, npmeogsdLLlas K
CMEePTU B NepBble ABa roga
XXM3HW, CONPOBOXOAEeTCS
nMueBbIM AN3MOPAPOU3IMOM MO
TUNYy «rapronsinama» "
cKeneTHbIMK aedopmMaumamm no
TUNY MHOXXECTBEHHOIO
amM30ocTo3a



[Tpn toBEHUIBbHBLIX OpMax NepBble
KIMMHNYECKNE NMPOosiBNEHUS
3aborneBaHns B BUAE 3a0EPXKKM
NMCUXOMOTOPHOIO Pa3BUTUA
HabnOarTCA Nocne roaa XXM3Hu.
3aremM pa3BMBaETCSH MUOKITOHUYeCcKas
anunencus, atTpodPus 3pUTENbLHOIO
HepBa, AeuepedbpaunoHHasa pUrMagHoOCTb
M CMEePTb B BO3pPacTe OKOJS10 3 JNeT



XpoHun4yeckaa nnm s3pocnasa gopma
MOXXET AeboTnpoBaTh B BO3pacTe
OoT 3 A0 30 neT, B BUAe
NpOrpeccmMpytoLLen atTakcum m
On3apTpun.

B nanbHeunwem npucoegnHAaeTCcA
nMpamMmmnagHas cCUMnTomMaTuka B BUAE
CMMHaNbHON aMNOTpOdPUN,
CNMHoLUEepebennapHOn atakcum Unu
NEeTCKOro uepeopanbHOro napanum4ya



Tpn dopmbl OOre3HeEN HaKOMNMEHUS
GM2-2aHaruo3uoa cBa3aHbl C
ONCPYHKUMEN rekco3aMnHaasHOW
aKTUBHOCTU — borne3Hb Tes-Cakcea,
3aHoxoghha n reeHUsIbHbIU GM2-
2aHasrnnuo3uoo3 AB muria.

[1Ba doepmMeHTa HenocpeacTBEHHO
y4acTBYIOT B peanm3aunmy aTon
aKTUBHOCTU — 2eKkco3amMuHudas3a A u
B



KaXaoblt N3 KOMMOHEHTOB
rekco3amMmmnHmaasbl ABNAETCH
retepo- UM roMmonormMMepPom,
COCTOALLUMM N3 OQHOUN UNN OBYX
nonunenTuaHbIX cydbeanHuy, —
anb@a n beta, kKoanpyembix
OBYMS Pa3HbIMU reHaMun - HEXA W
HEXB



GM-2-raHrnno3ngo3 I-ro Tmna
nnn 6osesHb Tes-Cakca —
nporpeccupytoLlee
HenpoaereHepaTtuBHOE
3aboneBaHune, B OONbLUMHCTBE
Crly4YaeB 3aKkaH4YMBalOLLEECS
netanbHbIM UCXOO0M B
BO3pacTe OT 2 A0 3 nerT.



KaK npaBuno, B KOHLE NMepBOro
Nonyroaunsa XXmn3Hm 6orbHoOn pebeHoK
yTpadymnBaeT NpUodbpeTeEHHbIE paHee
HaBbIKN, MHTEPEC K OKPYXKaloLLeMY,

KOHTaKT C OSIN3KUMU, HE MOXET

douKcunpoBaThb B3rnsad, cneguTh 3a
npeametramMmun. Ha rmasHom gHe
OOBOJIbHO paHO ODHapyXXMUBaeTcH
CUMNTOM «BULLHEBOW KOCTOYKN» C
nocneayloLwmm passutmem atpopmm
3pUTENbHbLIX HEPBOB U CenoThbl



[lapannenbHO pa3BMBaOTCA
napesbl U napanuyun, rpyoo
HapyLlaeTca NCMXmn4ecKkoe

passuTne. OTmeyatoTcs
NoBbILLIEHHAaA peakunda Ha 3BYKOBbIE
pasgpaxutenu, cyaoporu,
npenmyLlecTBeHHO TOHNYECKOro

XapakTtepa. B TkaHsX Mmo3ra un

BHYTPEHHUX OpraHax oTMe4daeTcs
HakonmneHne Gm2-raHrnno3mnaonB



HanbonbLaga YactoTta 60ne3Hu
Tea-Cakca — 1 Ha 3000
pPOXOEeHUN, HabntogaeTcs cpean
eBpeeB BOCTOYHO-EBPONENCKOIo
NPOUCXOXAEHUS.

B Opyrmx aTHUYECKMX rpynnax v
nonynsaymsix
pacrnpocTpaHEHHOCTb
3aboneBaHns 0ObIYHO He
npeBbillaeT 1:300000



GM-2-raHrnmo3nao3s |I-ro Tmna nnu
bonesHb 3aHaxodda npoTeKkaeT
CXOOHO C aMaBpOTUYECKON NONOTUEN
Tea-Cakca.

B KnNnMHW4ecKkon kapTuHe AOMUHUPYET
perpecc MOTOPHbIX HAaBbIKOB U
NCUXNUYECKUX PYHKLUMWN. Y DOSMbHbIX
OTMeYaeTcs BTopn4yHaa Mukpouedoanus,
MblLLEYHAA TMMNOTOHUS, OONbHbIE
nornbaroT, Kak npaBumo, B Bo3pacTte 40 3
neTr



[1pun 60s1e3HU Tes-CaKkca OTCYTCTBYET
NN PE3KO CHMXKEH KOMMNOHEHT A
rekco3amMmmnHuaasbl, U 3TO CHUXeHue
obycrnoBneHo MmyTaunamm B reHe HEXA.
bore3Hb 3aHOxoggha cBA3aHa C
MyTaunaMmn B reHe HEXB, N B 9TUX
cnyyasax, Kak npaBuno, OTCYTCTBYET UMK
CHMXEeHa aKTUBHOCTb 0O0UX
KOMMNOHEHTOB (PEPMEHTA — A U B, TaK
Ha3blBaeMbInN, HyN1IeBOU BapuaHT
raHrmmo3naola GM?2



[1pn BapuaHTe AB - r08eHUIbLHOM
2aHanuo3uoo3e GM2, Bce
KOMMOHEHTbI reKco3aMnHnaasbil
MPUCYTCTBYIOT, HO OTCYTCTBYET
NN geeKTeH akmusupyrowiuu
chakmop BcneacTeme mytaumm B
COOTBETCTBYHOLLUEM reHe — GIM2A



KnnHmnyeckn BapuaHT AB GM2-
raHrnmMo3nago3a He OoTnn4aeTcst oOT
bones3Hn Tea-Cakca. bonesHb
neboTUpyeT B NEPBbIE MECSILLbI XKU3HW,
NOBOSIbHO PpaHO OTMEeYaeTcst CUMIMTOM
«BULLUHEBOW KOCTOYKN» C NOCNEaYOLEN
gereHepauuen Makyrbl v
NPOrpeccupyoLMMmn NCUXo-MOTOPHLIMMW
DACCTPOUCTBaAMMN.

Ha 3aknynTenbHbIX cTaanusx 0orne3Hn
Pa3BMBAlOTCA MaKpouecbanMﬂ "

. e o L



aoeHTndpmnkaumsa mytauuu,
npeBanupytoLmnx B
onpeaeneHHbIX 3THUYECKNX
rpynnax, No3BonNsaeT NPoBOAUTL
npomnnakTuky 3aboneBaHnsa Ha
O6a3e ToTanbHOro CKPUHUHIA
reTepos3unroT rno aTMM MmyTaumnam,
doopMupoBaHMA rpynn pucka u
npeHaTanbHOW ANAarHOCTUKNA



[TogoOHbIE CKpUHUpPYIOLLME
nporpamMmmebl, NpoBoAUMbIE HaA
NpoTaAXXeHnn bonee gByXx
OecATUNEeTUN cpegn HaceneHus
3pannga n eBpenckou
anacnopbl CLLUA B oTHOLLEHUNK
GM2-raHrmmno3ngosa, yxe
NO3BONUIMN PE3KO CHU3UTDL
YACTOTY 3TOr0 TAXerneuwlero
HacreacTBeHHOro 3aborneBaHuS



Tak, cpeau eBpeeB alllkeHasu
obcnenoBaHo bornee 400000 YenoBek
" BbisiBNeHo bonee 15000
retepo3unrot n bonee 300
CYNPYXXECKNX nap ¢ puckom 6onesHun
Tea—Cakca.
PeTpocnekTuBHaga npeHaTtanbHas
OnarHocTukKa rnposegeHa NPUMeEpPHO
y 700 bepeMeHHbIX, a MPOCMNEKTUBHAS
— o4t B 400 cny4asax



Mykonornucaxapudo3kl 9TO 00LLINpHaN
rpynna HacrneancTtBeHHbIX bones3Hen,
00OyCNOBMNEHHbIX MyTaLNAMU B reHax

NTM30COMHbIX (PEPMEHTOB,
Y4YacTBYHOLLKMX B Aerpagauun
rmmko3amuHornmkaHos ([Al') nnu
MyKononucaxapuaos.
Bcneancreme HeOOCTAaTOMYHOCTU 3TUX
doepMEHTOB BO MHOIMX OpraHax u
cucrtemax 00sibHbIX NPONCXOaNT

HaKornneHme n3bbITOYHOro KonmM4yecTBa

™A ™



[ Al — yrneBoOHbIE CTPYKTYpPHI,
KOBaNEHTHO CBA3aHHbIE C
npoTteornmkaHamMmm — OCHOBHbIMW NOCIE
KonnareHoB benkamMmuy coeanHUTenbHOW
TKaHW, Ha OO0 KOTOPbLIX NPUXOAUTCS
0o 30% ee cyxoun macchl.
[TIpoTeornnkaHbl - 3T0 OOLLNPHOE
CEMENCTBO, HacuYuTbiBaKwLLee bonee 35
pasnM4HbIX OernkoB, 0bnagaroLLnX
Bblpa>XeHHOU TKaHecneyn@muU4HOCTbIO



Bo BHEKNETOYHOM NPOCTPaHCTBE
pacrnpenerneHsl Hanbonee
MHOIOYMCIEHHbIE
XOHOPOWUTUHCYNbdAT- U
OepmMaTaHcynb@aT-npoTeornnKaHsbl.
B oTnnymne ot aToro, renapaHcynbdar-
NpoTeOrNMKaHbl ABMAOTCH
TpaHCMeMOpaHHbIMK Benkamun u
BbINOSTHAT OYHKLIMK PeLenTopoB Ans
OenkoB BHEKIETOYHOrO MaTpUKCa,
POCTOBbIX PaKTOPOB U aHTMOrEeHHbIX



MonekynsapHo-reHeTu4yeckas
XapaKkTepucTuka
MYKononucaxapuaosos 1

TN |, CUHOPOMBbI
['ypnepa, Wewne,
[ypnepa-Llewne

!N ll, cMHOpPOM XaHTtepa

TN A, CUHOPOM
CaHdoununno A

TV 1IB, CUHAOPOM
CaHdoununno B

Tmn IIIC, cuHapom
CaHdoununno C

anbda-L-naypoHnaasa;
IDUA
naypoHar-2-cynbdarasa;
IDS

cynbdamunaasa;

SGSH

anbda-N-aueTun-
[MIOKO3aMUHKUOa3a;
NAGLU

anb@a-
rMOKOo3aMnHmMaa3a-N-



MOJ'IeKyJ'IFIpHO-FeHeTI/I‘-IeCKaFI

XapaKTepPUCTUKa
MYyKononmcaxapmao3oB 2

Tm1n 1D, cuHOpOM * N-aueTurn-
CaHdununno D [MIOKO3aMUH-6-
TMN IVA, CUHOPOM cynbgaTtasa; GNS
Mopkuo A * [[anakTo3aMunH-6-
VN IVB, cMHOpOM cynbart-cynbgarasa;
Mopkuo B GALNS
TMN VI, cuHapom Mapoto- * B-ranakrosmpasa 1;
Namu GLB1
Tmn VI, cuHgpom Cnagq * apuncynbdartasa B;

ARSB

* [3-rnoKypoHungasa;



MI1C | TMna BKno4vaeT
cuHapomebl ['ypnepa, Lene n
[ypnepa-LUene. CuHgpom
[ypnepa aBnsaetcda Hanbonee
Taxenon dopmon MIC,
0ebTUPYIOLLEN YXKE B NePBbIE
MeCSsUbl )KU3HU DOSTbHOIO



TUNMYHBIMK NPOABNEHUAMMU
3aboneBaHnA ABMAKOTCH
«rapronnnamy», Mmakporedanusa B
COYEeTAHUU C rmgpouedanmnen,
NOMYTHEHWE POroBULLbI, 3a4epXKKa
YMCTBEHHOIO pa3BUTUA, XPUNIbIn
rONoC, Makpornoccug, rpbixku,
YKOpPO4Y€eHUe Len, MHOXXECTBEHHbIV
ON30CTO3, TYronoaBUXXHOCTb
CyCTaBOB U renaTtocnsiieHoMeranua



Mykononucaxapuao3s | Tuna




FOCT OOJIbHbIX OObIYHO HE
npesbillaeT 110 cM. bONbLUMHCTBO
OeTen NcnbiTbiBaKOT 3aTPyAHEHUA B

peyn n3-3a perpecca pasButug,
XPOHUYECKOUN TYTOYXOCTU U
YBENNYEHHOro A3bika. CMepTh
MOXET HacTynuTb B BO3pacTe OT 1
roga 4o 12 net ot 06CTpyKUUn
OblXaTernbHbIX NYTEW,
pecnmMpaTopHbIX MHPEKLINN,
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KnnHmnyeckue npoaBneHus
cuHapoma Lllene HacTonbKo
YMEPEHHGI, YTO, MOPOU, AnarHos
BbICTaBNAETCA 4OCTAaTOYHO NO34HO,
B OonbLIMHCTBE cnyyaeB mexay 10
n 20 rogamMmun. TUNUYHBIN PEHOTUN
doopmupyetca, obbI4YHO, Nocre 5-
neTHero Bo3pacTta. [1porHos ans
XXN3HW BnaronpuUATHbIN



CUHOPOM | ypliep-LLUene no T4>XeCTu
TEYEHUs 3aHMMaET NPOMEXKYTOYHOE
nonoxexHne. OCHOBHbIMU
KIMMHNYECKUMIN MPOSABIEHNAMMU
SBMSAOTCHA raprounrinam, HaHM3M,
NMOMYTHEHWNE POroBuLbl,
TYronogBuM>XHOCTb CYCTaBOB,
NynoYHasa rpbi>ka, MHOXXEeCTBEHHbIV
CKeneTHbIN AN30CTO3,
renartocnneHomMeranus n

\ W2 W VVaYS a YV aY I VaYa| f\l‘ll‘l‘f\fhhf\l 10 A ™M






Bce Tpun 3aboneBaHus
o0ycnoBneHbl MyTaunusamMum B
reHe IDUA (4p16.3) anb@a-L-

naypoHuaasbl, rmaponuaytoLllen
TEePMUHANbHbLIE OCTaTKK

anb@a-L-maypoHOBOU KUCIOThI

gepmaTtaH- U renapaHcynbdara



CneKkTpbl MyTauun B reHe anb@a-L-
naypoHmnaasbl y O0ONbHbIX C
pa3HbiMn doopmamum MINC | Tnna
CyLleCTBeHHO pasnun4yaroTc4. [1pn
cuHapome [ ypnepa YacTtbiMu
ABNAKTCA HOHCEHC-MYyTaLUWUK, Toraa
kak npu cuHgpomax LLiene v I'ypnep-
Lllene yalle BbIABNAKTCA MUCCEHC-
MyTaLuun



[1Be HOHCeHCc-MyTauum
(W402X n Q70X)
ABNATCA MaXXOPHbIMU U
BMECTE COCTaBMAIOT OKONMO
NONTOBUHbI BCEX U3BECTHbIX
MYTaHTHbIX anneneun reHa IDUA



MwncceHc-myTauum, BbigBnaeMble y
b6onbHbIX cuHapomom Lewne,
COBMECTUMbI C 0Opa3oBaHNEM
He®onbLLIOro KonM4yecTBa
doYHKLUMOHAaNbLHO akTUBHOIO
depmeHTa. [loaToMy Oaxe B
KoMnayHAae C TSXenbiMyn MyTaunamu
OHW He NPUBOAAT K MOJTHOM NoTepe
aKTUBHOCTW anbda-L-naypoHmngassbl



[TepBUYHBIM DUOXNMUYECKUM
nedeKkToM rnpu bonee peakon X-
cLienneHHoun dopme
MyKononucaxapmnaoosa, nnu
CUHOPpOMe XaHTopa, ABNAKTCA
MyTaLun B reHe
nagypoHar-2-cynb@artasbl









o




K HBO oTHOCcATCA Takke
riepoKcUcCoOMHbIe DONE3HU — rpynna
[EHETUNYECKU reTEPOreHHbIX
ayTOCOMHO-PeLEeCCUBHbIX
3aboneBaHnK, XxapakTepuayoLLNXCH
HEBPOJSIOrM4YeCKMMM aHOMannsamMm B
COYETaHNN C BPOXOAEHHbBIMMW
NoOpoOKaMu Pa3BUTUA NEYEHN, NOYEK
N TAXKEeNOon YMCTBEHHOW
OTCTaNOCTbIO



UacToTa nepokCUCOMHbIX OONE3HEN
B pa3nNun4yHbIX NONynsaymsix
coctaBnget 1:25-50 Tbicay

HOBOPOXOEHHbIX. OTNNYNTENBbHOU
OCOOEHHOCTbIO 3TUX 3aborieBaHnM
SBMSIETCA TO, YTO B KIeTKax
OONbHbLIX HADNOOAETCHA CHUXKEHNE
MMnopTa OOHOro NN HECKOSbKNX
NEepPOKCUHOB — MaTPUKCHbIX DENKOB
NnepoKcucom



DepMEHTbI NEPOKCNCOM
obecne4ynBatoT 3-OKUCNIEHNE OYEHDb
ONMMHHOLIEMOYEYHbIX XXUPHbIX
(OOLXKK) n HekoTopbIX Apyrux
KMCIOT, a TakKe npocrtarnaHauHoOB.
Kpome Toro, B nepoKcmcomax
NPOUCXOAAT HaYarnbHbIe 3Tarnbl
CUHTEe3a nna3mManoreHos,
cocTaBnarwWwmx ot 5% 0o 20%
doocPonmMnnOoB KINeToYHbIX
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OaHown 13 rmaBHEULLNX PYHKLNW
NEPOKCUCOM ABMSAETCA 3aLluTa
KIMETKN C NOMOLLbIO Kamasias oT

aTOMapHOro Kmcropoaa.
B ©uoreHese nepukcmncom
y4acTBYIOT HE MeHee 13 BenkoB



Hanbonee 4yacTbiMu
NepoOKCUCOMHbIMN DONE3HAMMU
ABMSAOTCS renato-uepebpo-
peHarnbHbIN CUHOPOM
Llennbeeaepa, puzomeriudecKkas
moy4yeyHas XoHOpooucmpoagus,
cCUHOpom Pechcyma v
HeoHaTasribHasd ayToCOMHas
adpeHosrieukooucmpousi



[1nsa 6onbHbIX CUHOPOMOM
LlenbBerepa yxe npu poxxaeHun
XapaKTepHbl pe3kas MbllleYyHas

MNOTOHUA, AoxXxoasdLasa 40 aTOHUM,
nvueBble AU3MOPMOUN  (BbICOKUN
no06, rmnepTenopusm, rmnonasvs

HaaOpOBHbLIX Ay, LUMPOKAas

nepeHocuua, MMKporHaTma n gp.),
NONMMKNUCTO3 MOoYeK



Y Bcex 00s1bHbIX HabNaarTCA
NoSIMMOpPdoHbLIE NMOPOKN PA3BUTUSA
rONT0OBHOIO MOa3ra.
B0O3MOXHbI BpOXXOEeHHAda KaTapakTa
N rnaykoma, a Takke Nopoku cepaua
N HAPY>XHbIX NOJTOBLIX OPraHoB.

B nepBble MecAubl XKU3HU
HabnogaeTca AnuTenbHas XXenTyxa
N CUMMNTOMbI HEOOCTAaTOYHOCTW
Hagno4Ye4YHNKOB



Y BCex getem otTmMme4HaeTCH
rpyoas 3agepxka paHHero
NCUXOMOTOPHOIO Pa3BUTUS.
Ba>kHbIM ANArHOCTUYECKUM
NPU3HaKoMm rnpu nabopaTopHOM

obcrnenoBaHUM ABNAETCS
NOBbILLUEHNE KOHLEHTPALIUN

OLDXK B nnasme kposw.

BonbLWMHCTBO OOMNbHbLIX
norndatoT B TeHYEHMNE NEPBOTrO
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[1py naToMOopPONIOrNYeCckom
obcnenoBaHMM oTMeYaeTcs
PE3KOE CHMXKEHME U NOJTHOE
OTCYTCTBME NEPOKCUCOM B
ne4yeHn 1N 3Ha4YUTENbHOE
CHUWXXeHWe aKTUBHOCTWU
NEepPOKCUCOMHbIX PEPMEHTOB



[ lpny4mHOM pas3BUTUA
NepoOKCUCOMHbIX Dofe3sHen Yalle
BCEro ABMNATCA MyTaLlumn B reHax

NEepPOKCUHOB.

[1pn 3TOM MyTaLUUM B pa3HbIX reHax
MOIYT UMETb CXOAHbIE KNUHNYECKne
NPOSABNEHUS, N B TO XXE BPEMS
pa3Hble MyTauun B 0O4HOM U TOM XKe
reHe MOoryT NpuBoAUTL K pa3BUTUIO
PA3NMNYHbIX HO30J10rM4Yecknx oopm



Tak, Hanpumep, NPUYNHON
pa3BUTUS cuHOpoOMa
LlenbBerepa mMoryT ObITb
MHaKTUBUPYIOLLIME MyTaLUN B
Nt0O0oM 13 8 reHOB NEPOKCUHOB —
PEX1 (7921.2), PEX2 (8921.11),
PEX3 (6024.2), PEX5 (12p13.31),
PEX6 (6p21.1), PEX12 (7912),
PEX14 (1p36.22) v PEX26
(22911.21)



C OPYyron CTOPOHbI, MyTauunn B reHe
PEX1 ©ornee 4em B NOMoBUHE
criydaeB NpuUBOAAT K CUHOPOMY
LlenbBerepa, B YeTBEPTU Cry4aes
obHapyxunBatoTca y 60sbHbIX
HeoHaTalbHOW
agpeHonenkoanucTpoduen, B 10%
criydyaeB — Yy OOSIbHbIX CUHOPOMOM
Pedocyma 1 B OCTarbHbIX Criydasax —
y O0MbHbIX C BApUaHTHbIMU
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HeoHaTanbHas aytocoMHas
agpeHonenkoaucTpoduna u
cuHapom Pedcyma Takxke
npeancTaBnaAT coboun rpynny
[EHETNYECKU reTEPOreHHbIX
3aboneBaHun. [pnynHon pas3BuTu
agpeHonenkogncTpodou MoryT
ObITb MyTaLUWUW B reHax PEX1, PEX5
(12p13.31), PEX10 (1p36.32), PEX13
(2p16.1) M PEX26 (22q11.21)



Y 605bHbIX CUHOPOMOM
Pedcyma HangeHbl MyTauum B
reHax PEX1, PEX2 (8g21.11) nnwu

PEX26. [1pn pnsomenmnyeckon
TOYeYHOU XoHapoanucTpodun 1
TMna y 60nbHbIX
obHapyXuBarTCa MyTaLuum B
reHe PEX7 (6g23.3)



X-cuenneHHasa dpopma
aJlpeHoNnenkoancTpopPum
obycrnoBreHa MyTaLUuaMm B reHe
ABCD1 (Xq28)
AT®d-cBA3bIBaOLLENO
TpaHcnopTepa, AedekTHas paboTa
KOTOPOro COnpoBOXOa€EeTCH
HapyLLleHneM NepoKCMcCoOMarbHOro
3-oKncneHunsa n HakonneHnem
OILXK Bo Bcex TkaHsIX opraHn3ama



Hanbonee nonHasa ceoaka HBO
npeacrtaBfieHa B 4-X-TOMHOW
SHUMKNnoneaonn «The Metabolic
and Molecular Bases of Inherited
Diseases» (Scriver Ch.-R., SIly W. S.,
Childs B. et al), Bblaep>kaBLUeN
yXXe OeBATOoe n3gaHue
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