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HacnenctBenusie 6one3nu ooMeHa ¢ HelipoaerenepatuBHbiMU HapyteHusimu (HBO
¢ H/l) — rereporenHas rpymnmna 3a00jeBaHUi, HTHAUBUIyaJIbHAs MTOMYJISLUOHHAS YacTOTa
KOTOPBIX IO3BOJISIET OTHECTH UX B pa3psAl «peakux». HellpoaerenepatuBHble HapyLICHUS
XapaKTEepU3yIOTCsl  MpOrpeccupyromieil  rudenbl0  HEWPOHOB, HE  CBSI3aHHOM €
HETMIOCPEICTBEHHBIM ~ BO3JEHCTBUEM BHEWIHMX (akTopoB. IlaTomopdonornyeckue
OPU3HAKU HEHPOJEreHEpallMl — HW30JIMPOBAHHOE CHHKEHUE YHCIECHHOCTH HEHPOHOB,
OPUHAUIEKAIUX K OJHOW WJIM HECKOJBKUM MOP(PO(QYHKIMOHAIBHBIM TpyIIaM.
OCoOOeHHOCThIO KJIMHUYECKOW KapTUHBI STOW TPYIIbI OOJIE3HEW SBISETCS HAIUYUE
nepuoAa CKPBITOTO Pa3BUTHS M MPOTPECCUPYIOIIee TEUCHHUE C yTpaTol MpUOOpPETEHHBIX
HAaBBIKOB.

HBO ¢ HJI manudectupyroT, Kak NpaBWIO, B MIQJIEHYECKOM WJIH JETCKOM
Bo3pacte. [IaTorHOMOHHYHBIE TPU3HAKY 3a00JIEBAHMS YACTO OTCYTCTBYIOT. J[eTh 0OBIYHO
NOMAJA0T 0] HAOIIOACHHE Bpada-CIElUaICTa B paHHEH craauu 3a00JIeBaHUsA, KOTJa
HEBPOJIOTUYECKUM  JePUIUT MUHUMAJIEH, a [pOrpeccCUpoBaHUE  3a00JeBaHUS
COMHHUTENBHO. Takum 00pa3oM, CyLIECTBYeT IpoOiieMa BBIJIEICHHUS TpPYNIbl pUCKA C
HEHpPOJETreHEPATUBHBIMU HAPYIIEHUSIMU M3 OOIIEW TpyMNIbl JeTeil ¢ HEBPOJIOTMUECKON
NaTOJIOTUEN M HA3HA4YeHMs]  aJeKBATHBIX  JIa0OpAaTOPHBIX  MCCIEAOBAHUM NS
MOATBEPKACHUS WIM UCKIIOUEHUsS IuarHo3a. [[is pemenus 3Toi 3aJa4u HUCIONb3YHTCS
pe3ysbTaThl MYJIbTHAUCUUIUIMHAPHOTO MEAULMHCKOIO 00CIe0BaHUs MAlUEHTOB U
JaHHbIE BU3YyaJIU3allMH FOJJOBHOIO MO3ra (MarHUTHO-PE30HAHCHAsI TOMOTpadusi).

Hacrosimas MHCTpyKUMS 1O MNPUMEHEHUIO pa3padoTaHa C LEJIbI0 PAaHHEro
BbisiBiicHUs HBO ¢ HJI, 4TOo mMO3BOJKUT BHIOpPATh ONTUMAJIBHYIO TaKTHUKYy BEICHUS
MAalMEHTOB, MPOBOJUTH  aJE€KBATHOE  MEAMKO-TEHETUYECKOE€  KOHCYJIbTUPOBAHHE
npoOaHJOB M UIEHOB CEMbH, a TaKKe IMPEHATalIbHYI0 JHATHOCTUKY B CEMBbSX
MOBBIILIEHHOTO PUCKA.

OOsacTb MpPUMEHEHHUA: MEIMIMHCKas TEeHEeTHKa, NeAuarpus, HEBPOJIOTHS,
nabopaTopHas TUarHOCTHKA.

NEPEYEHb HEOBXOIUMOI'O OBOPYIOBAHUSI, PEAKTUBOB,
CPEJCTB, U3IEJIU MEIUIIMHCKON TEXHUKH

OobopynoBanmue:

1. KommiekT 000py/ioBaHUS M PEAareHTOB IS TaHAEMHOW MacC-CHEKTPOMETpPUU
(TMCO).

2. Kommiekr o0opynoBaHMsI M peareHTOB Ui Tra3oBoM xpomarorpaduu u
KHUJIKOCTHOU XpoMaTorpaduu BEICOKOTO pa3peiieHHUs.

3. Kommekr oOopynoBaHUST M pEareHTOB JJIsi  CEJIEKTUBHOTO CKPUHUHTA
HACJICJICTBEHHBIX  OOJie3HEl oOMEeHa BEHeCTB C  BO3MOXXHOCTBIO  MPOBEACHUS
TOHKOCJIOWHOM XpoMmarorpaduyd aMHUHOKHCJIOT, TPOCTBIX M CIIOXHBIX YTJIEBOJIOB,
JIBYMEPHOTO 3JIeKTpodopesa rIIMK03aMUHOTIIUKAHOB.

4. KommiekT o00OpylOBaHMST W  PEAreHTOB i  UMMYHO(IIOOpUMETPUH,
uMmyHopepmenTHoro ananmza (UDA), umMmyHOTYpOOIUMETPHH.

5. Kommekr oOopyaoBaHMsi W PEareHTOB I HCCIEAOBAaHUS aKTHUBHOCTH
JU30COMHBIX (DEPMEHTOB.

6. Kommiekt oOopyaoBaHWsi W PEareHTOB IS MOJEKYJISIPHO-TEHETHYECKUX
MCCJICIOBAHMM, BKITIOYasi ()parMeHTHBIN aHATU3, CEKBEHUPOBAHHUE.



INOKA3AHUA K IIPUMEHEHUIO

1. HeBposornueckass naTojorusi, MaHudecTtupyromas B MIAJCHUYECKOM WU
JIETCKOM BO3pacTe, XapaKTepU3YIOIIAsCs POTPECCUPYIOIIUM TEUEHUEM U HAJTUYHEM:

1.1. u301MpOBaHHBIX JBUTATEIbHBIX HAPYILICHUH;

1.2. coueTaHreM HEBPOJIOTUYECKUX U ABUTATEIbHBIX PACCTPOICTB.

2. IIpuoOpereHHass HEMPOCEHCOPHAsI TYTOYXOCTh MM aTpOoQusi 3pUTENILHOTO HEPBa
HEYCTAHOBJICHHOM 3THOJIOTHU.

3. Ilpu3Haku JereHepaTMBHOIO TMOPAKEHUS ILIEHTPAIbHON HEPBHOW CHCTEMBI,
0OHapy’KEHHbIE IIPH MMATOJIOTOAHATOMUYECKOM HCCIIEA0OBAHUH YMEPIIUX AlIUEHTOB.

4. YcraHOBIEHUE CTaTyca HOCHUTENbCTBA 3a00JI€BaHHUA Yy JIHML, HWMEIOIIUX
POACTBEHHUKOB, cTpagatommx HBO ¢ H/I.

5. [IpenaTanbHas AMATHOCTUKA B CEMbSIX C yCTaHOBIIEHHBIM Auarno3zoM HBO ¢ H/I.

[lepeuenb 3a0oneBaHui, MaHU(PECTUPYIOIIMX B Pa3HBIX BO3PACTHBIX TIpYIIaXx,
IIPE/ICTABIICH B IPUJIOKEHHUU.

MPOTUBOINIOKA3AHUS J1JIs1 IPUMEHEHUSA

OTCyTCTBYIOT.

Meton, W3NOKEHHBIA B MHCTPYKIMH [0 TMPUMEHEHHIO, HE PEKOMEHIYETCs
MCIIOJIb30BaTh y MAIIMEHTOB C U30JUPOBAHHON 3a/IEPKKON TICUXUUECKOTO PA3BUTHSI.

OIIMCAHME TEXHOJIOI'MX UCITOJIB3OBAHUSA METOA

Hccaenyembiii MaTepua

Beno3Has kpoBb, 00pa3lbl KaNMWUISPHOW KpOBH Ha OyMaXKHBIX OJIaHKax, Moda,
OuoncuiiHbIA MaTepuall, oOpasisl TKaHe Post mortem.

Aaroputm guarnoctuku HbO ¢ H/I

Bxurouaet 2 stama (tabmuna 1).

Tabmumma 1 — CxeMa CeJICKTHMBHOTO CKPUHHHTAa Ha HACJEJACTBEHHBIC Je(PEKThI
MeTraboau3mMa C  paHHHM  TIOPAKCHHEM  IICHTPAJIbHOM  HEPBHOW  CHCTEMHI,
MaHH(ECTUPYIOIINE HEHPOIereHepaTUBHOM MaTOJIOTHEH Y IEeTeH M MOJIOJIBIX B3POCIBIX

1 sTamn (CKpUHUHT):

* (pyTHUHHas» OMOXUMHUS CBIBOPOTKM KpPOBM: TJIOKO3a, MOJIOYHAs KHCIIOTA,
MUPOBUHOIPaJHAsl  KHUCJIOTa, AaKTUBHOCTh TpAaHCAaMHMHA3, JIAKTaTaTJIErHApOreHasa,
KpEaTWHWH, MOYE€BHUHA, MOUYEBAas KUCIIOTA, XOJIECTEPUH, TPUTIIULICPU/IbI, KAIbIUI, MarHUi,
dbocdop, aktuBHOCTH KpeaTuHkrHa3bl MB, JI/II', ra3sl kpoBw;

* OMOXMMHYECKUN CKPUHMHI KPOBHM W MOYHM (BO3MOXEH II0 CYXHM IpoOam,
MPUCIIAHHBIM 10 TIOUTE): Mpoda Ha TUIEPMYyKOINOoJIUCcaxapuayputo, npoda benenukra Ha
peAyuupylone BelecTBa B Moue, Mpobda Ha KETOKUCIOTbl, TOHKOCJIOWHas
xpomaTorpadus aMUHOKHUCIIOT, CaxapoB KPOBH U MOYH, OJIUTOCaXapuI0B MOYH.

[To moka3zaHusM ONPENETSIOT:

* LIEpYJIOIUIa3MUH U MEJlb B CBIBOPOTKE KPOBH, SKCKPELIMIO MeH 3a 24 u;

* AaKTUBHOCTbh XMUTOTPHO3HU1A3bI B IIa3ME;

* aKTUBHOCTh apwicylibdara3sl A B Mja3Me IS HCKIIOYEHHUS MYKOJIUIHUI030B,
CDG-unapomos,

* YPOBEHb MUPOBUHOIPATHON KUCIOTHI B CBIBOPOTKE KPOBHU;




* coJIepKaHHe aMMHUaKa B CBIBOPOTKE KPOBHU;

* KOHIIEHTpaluo (HoaaToB, BUTaMruHa B, M TOMOIMCTENHA B CBIBOPOTKE KPOBH.

[IpoBoasST Harpy304Hble TECTHl C TJIOKO30M TIpH TMOJ03pEeHUH JehEKTOB
MUTOXOHIPUAJIBHBIX KapOOKCHUIIa3 U ACTHIPOTeHA3.

AHaIM3UPYIOT KOJIMYecTBO Komui muToxoHapuanbHoit JIHK meromom REAL-
TIME PCR mis CKpMHMHTa Ha CHUHIPOMBI MHUTOXOHIPHAIBHOM JCTUICIIUU W JeeIui
muToxoHapuansHor JITHK.

2 stan (BepuuKanusa JUartos3a):

* TAHJIEMHAsT MAacCC-CIEKTPOMETPUS CYXUX TISATEH KPOBH IS JHATHOCTHKU
HapyIIeHU N oOMeHa aMHHOKHCIIOT, OpTraHUYECKUX KHCJIOT, HapyIICHUI
MUTOXOHJIPHAITBHOTO J-OKUCICHUS YKHPHBIX KUCIIOT, IEPOKCHCOMHBIX 00JIe3HEH;

e onpesiesiende HamoOosiee 4acThix MyTanmii reHa SURF 1 s auarHoctuku
cunapoma Jlu;

* BRISIBJICHHE HamOoJiee JyacThlx MyTalnuii reHa POLG s qiuarHoCTUKHM CHHApOMA
MUTOXOHAPHAIPHOM JICTICIINH, CHHAPOMa AJIbIIepca,

* YCTaHOBJICHHE aKTUBHOCTH JTU30COMHBIX (DEPMEHTOB B JICHKOIIUTAX U TIJIa3MeE;

* onpesiesieHre HanbosIee YaCThIX MyTallMi TIPH JIN30COMHBIX 0O0JIC3HSX;

* BBISIBJICHHE  CyJdb(paTUIOB B MoOYe Uil  TOATBEPXKACHHUS  JIHAarHO3a
METaxpOMaTUYECKOH JIEUKOAUCTPOPUH;

* ompefieNieHne «amenei ncepaoaedumuray rera ARSA mnsa nuddepeHnransHoMl
JTUATHOCTUKM METaXpPOMATHYECKOW JICHKOAUCTPOOUH U JAPYTUX HEBPOJOTHUECKHUX
3a00JIEBaHUM;

* yctaHoByieHHMe MyTanuii reHa ATP 7B nng moaTBep:kaeHUs AWarfHo3a OOJIE3HU
KonoBanoBa—BuibcoHa;

» IHK-nnarnoctuka MUTOXOHIPHUOTIATHM;

* OIpe/ie/ieHne aKTUBHOCTH OMOTHHM/Ia3bl B IIATHAX KPOBH,

* 130()OKyCHpOBaHUE TpaHChEpHUHA IIIa3Mbl I JUATHOCTHKHU HACIICICTBECHHBIX
Ne(EKTOB TITMKO3UITUPOBAHMS.

[lepBbIil 3Tam mnOpeacTaBle€H KOMIUIEKCOM TECTOB, IO3BOJSIOMIMX pPa3OUTh
MaIMEHTOB Ha TPYIIbBI U BBIIBUHYTH MPEANOI0KUTEIBHBIN THarHo3.

Ha ocHOBaHMM pe3yNbTaTOB KIMHUKO-UHCTPYMEHTAIBHOIO 00CIE0BaHUS MAIlUEHT
ONpeaeNsieTcs B OJIHY U3 MATU TPy, IEPEUNCICHHBIX HUXKE.

Knunuko-nabopatopusie rpynnst HBO ¢ H/I:

1. MuToxoHApUaIbHbIE SHIE(DATOMUOTATHH:

- cungpoM Kepuca—Ceiipa;

- cunapom MELAS;

- cunapomM MERREF;

- cuHIpoM Jlm.

2. [lepokcrucomubie 3a007€BaHUS:

- aJIpeHOJICUKOTUCTPO(DHS, CIIETVICHHAS ¢ X-XPOMOCOMOM;

- 6one3nb Pedeyma;

- HapylIeHusi OuoreHes3a NePoOKCUCOM.

3. JInzocomHbIe 3a001€BaAHNUSA:

- 6one3np Cannrodda;




- ooiie3np Tes—Cakca;

- 6oxe3Hns ome;

- 6oxe3nr Humana—Iluka;

- 0ose3np DapoOepa;

- METaxpoMaTHIecKas JICUKOAUCTPOPus;

- MYKOTIOJINCaXapU103bl;

- TJIUKONPOTEHUHO3HI.

4. Hapymiennst Mmetaboim3Ma aMUHOKHCIIOT

- 00JIE3HB «KJICHOBOTO CHPOTIaY;

- TOMOIIUCTUHYPHUS;

- METHJIMAJIOHOBAS aIluaypHs;

- MPOTIMOHOBASI AUy PHS;

- rmyTapoBas auuaypus | tuna.

5. boJie3HN HaKOIUICHHUS METAJIJIOB:

- 6one3ns Buibcona—KoHoBaoBa.

Ha BTOopoM sTame nuarHo3 BepuHIIMPYETCS C MOMOIIBIO J1JA0OPATOPHBIX TECTOB,
MpEeICTaBIICHHBIX B TabauIax 2—0.

Tabnuna 2 — J[uarHocTuKa MUTOXOHPUAIIBHBIX 3a00J€BaHUN

HuddepeHunanbHblil 11arHo3

3aboieBaHue Mapxkepsl
1 BepuUKaIus

Myranus 845delCT B rene SURF1;

Cungpom Kepuca—Celipa
myTtanusa 1399A>G B rene POLG;

Cunznpom MELAS Jlaxrar; mytanus M.3243A>G B rene MTTLI
Leuy.
MERRE OTHOIIICHHE (tRNA™);
CHnzpom JaKTaT/mupyBaT myTtaus m.8344A>G B rene MTTK
Cungpom Jln (tRNALYys);

nerenus u apenenust MtJJHK

Tabnuma 3 — JlnarHocTuka NepOKCUCOMHBIX 3a00JIeBaHHA

HuddepenunanbHblil 1narHo3

3aboneBanue Mapxepsi
1 BepuUKaIms
?iiilf;‘“’ﬂ““po@m C22; C24; C26;
" . C26:1 (TMC); NmMmyHOduroopeciieHTHasI
¢ X-XpOMOCOMOM
koptuzoa, AKTT MUKPOCKOIUS IIEPOKCUCOM
Hapymenus Ouorenesa (UDA)

IICPOKCUCOM

C190H; C200H

(TMC) Her

bonesns Pedcyma




Tabauma 4 — JluarHocTHKa JIM30COMHBIX 3a00JICBaHUI

Mapxkeps! (aKTUBHOCTb

ndpepeHIaILHBIN
3a0oeBanue COOTBETCTBYIOIIETO Hudpdepenn
. JMArHO3 W BepupUKaIus
dhepMeHTa B JICHKOIIUTAX )
bonesns Canarodda B-rekco3zamuHUa3a, 001 Her
[Tuck myrtanwmii rena HEXA!:

1278InsTATC;
G269S (805G>A);

bonesnp Tes—Caxca B-rexcozamuHna3a, A IVS12+1G>C;
R170Q;
IVS5-2A>G
F304del
[Touck mytaruii rena GBA:
84CG,;
IVS2+1,
bonesns [omre B-Tiroko3umasa N370S (c.1226A>C);
L444P (c.1448T>C);
V394L (1297T);
D409H
Ilonck MyTanuii reHa
SMPD1:
L302P;
bonesns Humana—IIuka chuHroMHeIMHa3a fsP330:
R496L,;
AR608
Apwuicynbgarasa A; ITouck myranuii rena
MetaxpomaTuueckas TOHKOCJIOMHAA ARSA;
nerkoaucTpodus xpomaTtorpadus ONPEAEIICHUE «AJUTEIIEH
cyJb(haTUIOB OCaJKa MOUYU niceBoeuImTar
Konuentpanus
FHI/IKOBaMI/IHOFJ:II/IKaHOB p.RA68* rexa IDS (MIIC I):
B MOTC, p.Q70X u p.W402X rema o-
Myxkonomcaxapu 10361 FHHKZZ?;;E;?;?II;?ELHOB L-IDUA (MIIC I1);
Y p.R152W u p.R160Q rena
’ ARSB (MIIC VI)
dhepMeHTBI 0OMeHa
INIMKO3AMUHOTJINKAHOB
ToHKOCIIOHAA
xpomarorpadus
['muxornpoTenHo3b1 OJIMIOCaxapua0B MOYH; Her

AKTHUBHOCTH CITeIH(PUICCKUX
dbepMeHTOB




TabGnuma 5 — JlnarHocTuka HacJIeICTBEHHBIX HAPYIIEHUI MeTa00IM3Ma aMUHOKHUCIIOT

JuddepennmanbHpIi

3aboneBanue Mapkeps: TMC JIMarHo3
1 BepuuKarus

bone3Hnp «kJIeHOBOTO Leu: Val Her
CHUPOTIa
I"omonuctTunypus Met Hcy (MDA);
MeTtuimManaoHoBast BUTaMuH By,
AUy pust; MPOTTMOHOBAS C3; C4DC; MMA (MUKPOOHOTIOTHICCKUN
aluaypus TECT)
I'mytapoBas anmaypus | Ionck myraun
Ta C5DC c.1204C>T (>40%

MYTaHTHBIX aJlIesiei)

Tabmmia 6 — Jlmarsoctrka 00e3HEeH HAKOIIJICHUS METAJIOB

3aboseBaHue Mapxkepsl Bepudukanus

DKCKpenusi MeJId C MOYOu
>0,045 mr/cyT

Oxkcuga3zHasi akTHBHOCTb [Touck mytanuu H1069Q
bone3ns Buibcona— R
LEepyJIOoIsIa3M1HA B reHa ATP7B (~57%
KonoBanosa .
CBIBOPOTKE KPOBH MYTaHTHBIX aJliesiei)
20-90 Exn/n

(mopma 170-270 En/m)

Jns  auarHoCTUKM — 3a00J€BaHMW  HApPYIIEHWM MeTaboiauM3Ma  aMHUHOKHUCIOT
UCCIEAYIOT COJAEpKAHUE AMUHOKUCIOT W Aal[WJIKApHUTHHOB B CyXHUX IISITHAX KpPOBU
meroaoM TMC. Ilpu mony4eHun MOJOKUTEIBHOTO pe3yJbTaTa HEOOXOJUMO MOBTOPHOE
uccienoBaHve. B ciydae MOIy4YeHMS COMHMTENIBHOIO —pe3yjbTaTa HEoOXO0IUMO
HEOJIHOKpPATHOE MOBTOPHOE HccienoBaHUE. B OOJIBIIMHCTBE CIIydaeB 3aKJIIOUEHUS [0
pesynptataMm  TMC  nmoctarouHo  JJIsi  YCTAHOBJICHUS/MCKIIIOYEHMS]  JTUArHosa.
JIOTIOJIHUTENbHBIE METO/bI UCCIIEI0BaHUSI HEOOXOAUMBI B CiIydae JErKoro WM cperHeir
TSKECTH TE€UECHHUs 3a00JIeBaHUs, YTO Yallle BCEro 0OYCIOBIEHO COXPaHEHUEM OCTAaTOYHOM
aKTUBHOCTH JieeKkTHOro pepmenTa. OmnpenencHue coaepKaHus FrOMOIUCTENHA B TUIa3Me
kpoBu MerogoM WM®DA mnpoBoauTcss g JIUArHOCTHMKM TOMOLMCTUHYPUH U
KOMOMHHPOBAHHBIX (HOPM METHIMAJIOHOBOW allUlypUH/TOMOIIMCTUHYPpUU. MOJEKyIsIpHO-
TeHETUYECKUE MCCIEIOBaHUA OOBIYHO TMPEANojaraloT B JajbHEHIIEM OIpeAesieHue
HOCHUTEJIbCTBA MATOTEHHBIX MYTallMi Y POJCTBEHHUKOB M MPEHATAIbHYIO TUArHOCTUKY Y
BBISIBIICHHBIX HOcUTese. Mapkepbl 3a00JieBaHU U METO/Ibl BepU(UKAIIMU MEePEUUCIICHBI
B Ta0Onumax 3—6.

NEPEYEHb BO3MOXXHbBIX OCJIO)KHEHHUW WJW OIIWBOK IIPHU
BBIIIOJIHEHUUA U ITYTHU UX YCTPAHEHUSA

1. OmmOKu, CBs3aHHBIE C HApyIIEHHEM TMpaBwi 3a00pa, TPAHCHIOPTHUPOBKH,
XpaHeHHsI OMOJIOTHYECKOTO MaTepHaia U BBITIOJIHEHUS TA0OPATOPHBIX HCCIICOBAHUM.




g npexynpexaeHusi OuMOOK 3TOM TPyl HEOOXOAUMO TIIATEIbHO COOTIOAThH
npaBujia paboOTel C OMOJOTMYECKMM MAaTEpUaJIOM U HHCTPYKLUHMU IO TPOBEACHUIO
71a00paTOPHBIX UCCIIETOBAHUIA.

2. OmuOKH, CBSI3aHHBIE C HEAOCTATOYHON YyBCTBUTEIBHOCTBIO U CIIELU(PUUHOCTHIO
71a00paTOPHBIX TECTOB:

2.1. IlnarHOCTUKY ~ MUTOXOHJPHAJIbHBIX  3a00JIEBaHUM  MOTYT  OCJIOKHATH
rereporiasMusi MUTOXOHApruaibHOM JIHK 1 pasnuyHbiil mOopor 4yBCTBUTEIBLHOCTH K HEM
TkaHed. [loaromy w™yranmu wmutoxoHapuansHod JIHK momwkssl onpenensatbcs B
MOPAKEHHBIX TKaHAX. [Ilpm mnpmwxu3HEeHHOM 3a0ope Marepuana y NAlUUEHTOB C
KOMOMHHPOBaHHBIM MOBPEKIECHUEM HEPBHOW U MBIIIEYHOW CHCTEM HEO0OX0auMa OHOIICHs
MBIIIEYHONW TKAaHM, & MPHU TMATOJOTUU HEPBHOW CHUCTEMBI M TI€UEHW — OUONCHS TKaHU
neyeHd. Mcronp3oBaHue KpOBM UIA AETEKIMU MyTaluyd B MuUTOXOHIApuansHoM JIHK
HECMOTpPsSI Ha BBICOKYIO CHEUHU(PUUYHOCTH OTPAHMYEHO HHU3KOW YYBCTBUTEIBHOCTBHIO U
3HAYUTENIbHON BapuaOeabHOCThIO TeTeporuiasMuu MutoxoHapuansHoil JIHK Bcnencrsue
BBICOKOW CKOPOCTH OOHOBJICHHSI KPOBETBOPHOM TKaHH.

2.2. Omubku npu auarnoctuke HBO ¢ HI metonom TMC MoryT ObITh CBSI3aHBI C
CYLIECTBOBAHMEM «MSTKHX» (opM 3a00jieBaHUN C aATUIMYHBIM OHMOXMMHYECKUM
(eHoTUIIOM, BIHMSHHUEM aJTUMEHTAPHOrO (PakTopa U MPOBOAUMOIN MH(PY3MOHHOHN Tepanmuu
Ha KOHIICHTPALMIO ONpEIEIsEMbIX MapKepoB. B  CBA3M C  BBINIEU3II0KEHHBIM
1enecoo0pa3Ho MPOBOAUTH MOBTOPHBIE HMCCIEAOBAHHSA OMOXMMHMUYECKHUX IOKa3aTeseil B
nepuoj 000oCTpeHus 3a00JIeBaHu;

2.3. OmmOKN Tpu AMATHOCTHUKE JIM30COMHBIX OOJIe3HEH MOTYT OBITh CBSI3aHBI C
MPUCYTCTBHEM aJUIeNIel TceBnoaepuuuTa, nedekramMmu OeIKOB-aKTUBATOPOB, a B Cllydae
MYKOIOJIUCAXapUI030B — HEBBICOKOW 3KCKpEUUEeH TIMKO3aMHUHOTIIMKAHOB TMPH JErKUX
(dhopmax 3a001eBaHMUs.



IIpunoxenue

Hacsiencreennnple 1edekTbl 00MeHA BelleCTB ¢ PAHHUM MOPAKeHUEM HEHTPAJIbHOM
HEPBHOM CUCTEMbI, MAaHU(PECTUPYIOLIHE HEHPOAereHEPATUBHOM MATOJIOTHEH Yy aeTel
U MOJIOABIX B3POCJIBIX

Bospacr 3aboneBanue
MaHU(eCTaIH
AMWHOAIIMIONIATHN: HAPYIIEHWS [MKJIA MOYEBHHBI, OOJIE3Hb
KJICHOBOTO CHPOIIa, TOMOIIUCTUHYPHS
Oprannueckue AUy pUu: MIPOITHMOHOBAS aruaeMus,
. METHIIMAJIOHOBAS alliIeMUsI

HeonaranpHbIit :

HepHO JInzocomusie 6onesnn: GM1-ranrmunosnnos, I-cell disease
Hapyienus 6uorenesa nepokcucoM
Hacnencreennsie nedexts! riauko3mnupoBanust (CDG-cunapom)
MuToxoHapHroNnaTuu
Hapymenust metabonm3ma ¢honatoB U KobaraMuHa
AMHHOAIIUIOMATHN: HAPYIICHUS IIMKJIA MOYEBUHBI, OO0JEe3Hb
KJICHOBOTO CHPOIIa, TOMOIIUCTUHYPHS
Opranuyeckue anuaypud: TIOTapoBas auuaemuss | Tuma,
METHUIMAJIOHOBAs anuaeMusi, 0osie3Hs KanaBana
JInzocomusle 6one3nn: GM1-ranrimmosunos, I-cell disease, 6one3nn
I'omre |l Tuma, 6one3ns Humana—IInka, Tun A, 6oae3nn Tes-Cakca,
6ose3nb Kpaboe

VindanTibHbiii JHedeKkTbl MUTOXOHAPUATTEHOTO B-OKUCIICHUS

HepHoI HacnenctBennsie nedextsl riuko3unupoBanus (CDG-cunapom)

Cunmpom Jlu (medekThl MUTOXPOMOKCHIIa3bl MUTOXOHAPHU,
00yCIIOBIICHHbIE MyTalUsIMU reHa SURFI, nedheKTs
MUpPyBaTKapOOKCHUIIAa3bl U MTUPYBATICTHAPOTCHA3BI)
MUTOXOHAPHUONIATUN: CUHAPOM MHUTOXOHJIPUAIBHOM JAETUICLHH,
CUHIpOM Anbnepca

Hapymienus metabonusma (onatoB U kobanaMuHa

Cunpapowm Jlem-Huxana

Jledburut 6MoTUHMIA3bI

JInzocomubie 6OJIE3HU:

bonesns 'omre, I Tum, 6ome3nr Humana—IIuka, Tin C
Mykononucaxapuio3sl: cuHapoM ['ypnep, cuHapom XaHtep,
cunapoM Cardpuiummo

Myxkonunuaosst 1 u IV tuna

| nexana xxu3au | MeraxpoMmaruueckast JIeHkoaucTpodus

['mukonpoTenHO3bI: MAHHO3U103, PyKO3M103, Oose3Hs [Iunaiepa
GM1- wu GMZ2-ranrmmo3uno3sl  (no3gHEeUH(pAHTUIIBHBIE U
IOBEHUJIbHBIE (POPMBI)

Heliponasibuble 1iepouaHbIE JMNOGYCIUHO3bI: WH(DAHTUIBHBIA U
no3HeMH(GAHTUILHBIA TUITBI




bone3np Bunscona—KoHoBasioBa

Hacnencreennsie nedextsl riauko3mnupoBanust (CDG-cunapomsr)
Cungpom JIu

MUTOXOHIAPUONIATUN: CUHAPOM MHUTOXOHJPUATBHOM JCTUICIIHH,
cuHapom Ansnepc, cuaapom MERRF

Opranuueckue aluaypun: TyTapoBas aluypus

I'omommcTunypus

X-crerieHHas aapeHOIECHKOAUCTPOdUs

[ToapocTkoBBIN
BO3pacT

bosnesnp Bunscona—Konosasosa

MeTtaxpomatudeckas JIEUKOTUCTPOPUs

Bonesns I'omre, 111 Tum, 6one3as Humana—IIuka, Tamn C

GM1- u GM2-ranrnno3ui03sl (FOBEHWIbHBIE (POPMBI)
HetiponasibHble 11epouIHbIE TUTTO(YCIIUHO3bI: FOBEHWJILHBIN THI
I'omouucTunypus

X-cueryieHHas apeHoeuKoaucTpodus

Cunapom JIn

MUTOXOHAPUONIATHH: CUHAPOM MHUTOXOHAPHUAIBHOW JEIJICHUH,
CUHIpPOM AJbliepC, CHUHAPOM MUTOXOHJIPUATIBHBIX  JEJNEIui
Kepuca—Ceiipa, cuanpom MERRF, cunagpom MELAS
Hacnencteennsie nedextsr riouko3zunupoBanus (CDG-cuaapoms)

B3pocnsie

bosne3np Bunscona—KoHoBanosa

MeraxpomMatuyeckas JeHKOIUCTpodus

bone3ns Humana—IIuka, Tun C

HetiponanbHble 11epouIHbIe TUTTOGYCITUHO3BI: B3POCIIBIN THIT

GM1- u GM2-ranrnno3unno3sl (B3pocibie GopMbl)

bonesns [Nomie | Tvn ¢ mapkuHCOHU3MOM

MUTOXOHAPHUONIATUH: CHUHJPOM MHUTOXOHAPHAIBHBIX  JIEJELHIA
Kepuca—Ceiipa, cungpom MERRF, cunnpom MELAS




