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Tunbl myTaymuu

» [lenevyuns

* Hcepums

« [lynnukauunga

* VlHBepcus

* MucceHc

* HOHCeHC

« Co cOBMIOM paMKU CHUTbIBAHUA

» CnnancuHr

e DKCNaHCUA TPUHKYNEeOTUAHbIX MOBTOPOB



[laToreHeT4YecKkue TUnNbI
MyTauun

MyTauun, BegyLumne K notepe PyHKUNN (MHrmbmpoBaHme

npoueccoB TPAHCKPUNLUN, TPAHCNALUU, HApPYLUEHNEe CTPYKTYpPbI U
dyHKLUM Oenka)

MyTauuun, Begyuine K nosaBrneHmno HoOBOU PyHKLNN

(nosiBneHne uutotokcn4yHoro acpcpekra y 6enka)

MyTaunun, obnagaroLwme JOMUHAHTHbLIM HEFATUBHbLIM

SCbeeKTOM (NpoAYKT MyTaHTHOro annens UHrMounpyet pyHKLUUIO
HOpManbHOro G6enka)

|V|yTaLl,l/II/I, N3IMEHAKLNE 003y NeHa (aeneums unu gynnukauus)

MyTauumn, obycnasnmsaroLlme KOfIM4eCTBEHHbIE

N3IMEHEHUA MNPOAOYKTOB N'eHa (npu nokanusauum mytauum B
perynaTopHbIX 06rnacTax reHa)
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Kaxxgomy doeHotuny 8 OMIM npucBoeH yHUKanbHbIn HOMep U3
lecTn undop, nepsas Lndgpa KoToporo ykasbiBaeT crnocob
HacrnegoBaHUA BOBIEYEHHOrO reHa:

1 — 100000 - ayTOCOMHBIN JSTOKYC nnn oeHoTUn (BKITHOYEHHLIE B
kaTanor go 15 mas 1994)

2 — 200000 - ayToCOMHbIN NOKYC U eHOTUN (BKIMOYEHHbIE B
kKaTanor go 15 mas 1994)

3 — 300000 - X-cuenneHHbIN TOKYC Unu goeHoTumnN
4 - 400000 - Y- cuensneHHbIN NTOKYC Unm doeHoTuUn
5 — 500000 - muToxoHApWarbHbIN NOKYC UM PEHOTU

6 — 600000 - ayTOCOMHbIN NOKYC U GOeHOTUN (BKIMOYEHHbIE B
kaTanor nocne 15 mas 1994)

AnnernbHble BapuaHTbl 0603Ha4aTCs YETbIPEX3HAYHBIM YNCITOM
Yyepes TOYKY, Mocrie OCHOBHOro Homepa. Hanpumep, annesibHble
BapuaHTbl (MyTauuun) B nokyce dakrtopa IX (remocunus B)
HymepytoTca ot 306900.0001 go 306900.0101.



CumBon (*) nepeg HOMEPOM yKa3bIBA€T reHbl C NU3BECTHOWN
nocrieqoBaTenbHOCTbIO.

CuwmBon (#) nepen HOMepoOM yKasbIBaeT, YTO B pedoepare onucaH
deHOTUMN, HO HE N3BECTEH JTOKYC.

CumBon (+) nepeg HOMePOM yKasbIBaET, YTO pedepart CoaepKnT
onucaHne peHoTuna 1 reHa ¢ N3BeCTHOW NnocriegoBaTeNnbHOCTbHO.

CuwmBon (%) nepen HoMepoM yKasbIiBaeT, YTO pedepaT onuchbiBaeT
NOATBEPXOEHHLIN MeHOENMPYLWMN peHOoTUN Nnn PeHOTUNMYECKNN NOKYC
019 KOTOPOro Hem3BeCcTHa MOJIeKyndpHas nocnegoBaTeribHOCTb.

OTcyTcTBUE cuMBoONa nepea HOMeEPOM yKasblBaeT, YTO pedpepaTt
onucblBaeT peHoTMN, A9 KOTOPOro MeHAENEBCKOE HacnegoBaHNe, XOTH
Nnogo3peBaeTCs, HO He ObIIo JOKa3aHo UIn YTO He JoKasaHa ero
pPa3obLWEeHHOCTL OT Apyroro oeHoTuna onMcaHHoro B Apyrom pedpepare.

CumBon (*) nepen HoMepoMm yKasbIBaET, YTO pedepaTt bonbLie He
CYLLECTBYET, TaK Kak Oblf1 yaanéH n3 katanora unn nepemMeLLEH B Apyron

pedepar.



OMIM Statistics for October 8, 2010

Number of Entries

Autosomal Lirzl((_e q Lier_e q Mitochondrial Total
* Gene with known sequence 12505 614 48 35 | 13202
+ Gene with known sequence 346 1 0 5 27
and phenotype e = =] ===
# Phenotype description, 5601 530 4 58 2863
molecular basis known E— = =
% Mendelian phenotype or locus, 1637 135 5 0 1777
molecular basis unknown = — =
Other, mainly phenotypes with 1849 134 5 0 1985

suspected mendelian basis

Total 18938 | 1132 99 65 20194




OMIM Entry Statistics

Number of Entries in OMIM (Updated October 23rd, 2019) :

MIM Number Prefix Autosomal X Linked Y Linked Mitochondrial Totals
Gene description * 15,381 736 51 37 16,205
Gene and phenotype, combined + 37 0 0 0 37
Phenotype description, molecular basis known # 5,277 342 5 33 5,657
Phenotype description or locus, molecular basis unknown % 1,433 119 4 0 1,556
Other, mainly phenotypes with suspected mendelian basis 1,641 105 3 0 1,749
Totals 23,769 1,302 63 70 25,204

OMIM Morbid Map Scorecard (Updated October 23rd, 2019) :

Total number of phenotypes* for which the molecular basis is known

Total number of genes with phenotype-causing mutation




OMIM Entry Statistics

Distribution of Phenotypes across Genes (Updated October 23rd, 2019) :

Number of genes with 1 phenotype 2,878
Number of genes with 2 phenotypes 778
Number of genes with 3 phenotypes 272

Number of genes with 4+ phenotypes 236

Dissected OMIM Morbid Map Scorecard (Updated October 23rd, 2019) :

Class of phenotype Phenotype Gene "
Single gene disorders and traits 5,461 3,783
Susceptibility to complex disease or infection 691 501
"Nondiseases" 148 116

Somatic cell genetic disease 226 127




AyTOCOMHO-4OMWHAHTHbIN
TUMN HacnegoBaHUs

*[ina pa3BuTusa 3aboneBaHUsA 4OCTAaTOYHO NONY4YUTb OAUH MYTaHTHbIU annenb
OT ogHOro U3 poautenen unu BcrneacTteve mytauum de novo

*bornbHbIE 0OLIYHO *Puck ana peten nonyynTb
BCTPEYaTCA B HECKOJTIbKNX MyTaHTHbIX annesnb OT 60NbHOro
NMOKONEeHUSAX. poautensa 50 % vwnn 1:2
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AyTOCOMHO-pPEeL,eCCUBHbIN
TUMN HacnegoBaHUA

o[lna pa3BuTusi 3a6oneBaHUss UHAUBUAYYMbI OOMKHbI NONTYYUTb ABA MyTaHTHbIX
annens — Nno ogHOMy OT Kaxgoro us pogurenen. Jiuua c ogHUM MyTaHTHbIM
annenem oeHOTUNNYECKU HOPMarlbHblI.

*300poBble AeTn 'y *BObHbI °Y poauTenen- *PeueccuBHbIe
GonbHOro poauTens npeacraBuTenu HOcUTenen puck uMeTHIl 3aboneBaHuA Yalle
OAHOro NOKoneHus GonbHOro pebéHka BCTpeYarTCcA y AeTeun
25 % nnn 1:4 OT KPOBHOPOACTBEHHbIX

°Y HUX eCTb BTOPOM HOpPMaribHbIU ansesib C KOTOPOro u NPOU3BOAUTCA
HOopMarbHbIU 6eniok. Ecnn ABa MyTaHTHbIX annens, To 6esylIoKk He CUHTe3upyeTcH
WNn He paboTaeT, YTO U NPUBOAUT K 3ab0oneBaHuUIo.



X-cuenneHHbIU TUN HacnegoBaHUSA

*HacTHbIN criyyan peLecCMBHOro HacrieqoBaHus, 00nerT MYXYUHbI
nony4msLlume ¢ X XpOMOCOMOMN MYTaHTHbIN ansnenb. XXeHWUHbI He boneroT, Tak
KaK MMeIT BTOPOU HOpManbHbIN ansfienb Ha BTopou X XpoMmocome.

*BonbHbIe MYX4YUHbI HAKOTAA He *bonbHbIe MoryT *Y XeHLNHbI-HOCUTESbHULbI
nepenaroT MyTaLuio CbIHOBbAM. BCTPeYaTbCA B HECKOJIbKUX pUCK umeTb 6onbHOro
[o4yepu BCcerga HOCUTENbHULbI. MOKOJIeHUSX. pe6éHka 25 % wnu 1:4.




LlncnnnonpotegemMmm

/ BTopunyHas

[lepBu4yHas

(Ha dboHe comaTmnyeckux 3abosrieBaHNN)

HacnenoctBeHHasa  O6ycrnosneHHas gaktopamu

BHELLHen cpeabl
(NMuTaHue)

MoHOreHHas [lonureHHas



MoHoreHHble 60ne3Hu,
C HapyLWweHUsasMU NMUNMAHOro oomeHa

 Bbone3Hu HakonmneHnsa NMNMAoB (Te3aypnucmosbil) -
BHYTPUKIIETOUYHbIE NUNNAO03bI, MPU KOTOPbIX HabnoaaeTcs
npeMmMmyLuecTBeHHOe NopaXeHue KrneTok Mmo3ra 1 BTOPUYHO B
npouecc BoBreKaroTca nposoaswme nytu (Tea-Cakca,
HumaHa-luka, Nowe u gp.)

e Jlenkogucrtpocuu - rpynna s3aboneBaHNm HEPBHOU CUCTEMBI,
XapaKTepu3yrLwwmnxcs nporpeccupyroLwien geMmuerimHn3auuen
OGenoro BewecTBa Mo3ra BcrieacTBue HapyLUeHus
MeTabonuiama nunuaoB, y4acTBYHOLUX B CUHTE3e U oOMeHe
muenuHa (Kpab6e, Nenuueyca-Mepudaxepa v ap.)

e OucnunonporteunpgemMumn



CemenHas runepxonectepmHemus (143890)

[MoBbiweHne yposHa JIMNHI B kpoBK
UacToTta retepo3urotHon oopmel B nonynsauum 1:500
Cpenu nuu nepeHecwinx MM 1:20

KnuHuka NBC npu reteposurotHon doopme CI' y My>X4nH pasBmBaeTCs K
40 rogam nnu paHee

CyXOXUIbHblE KCAHTOMbI, KCaHTeNa3Mbl BOKPYT rnas, MMnonaHsie ayru
poroBuLbl NPy retepo3nroTHbix dopmax CIT BcTpevatoTcs nuilb B 25-30
% cny4vaes

[OuarHocTtmnka CI ocHOBaHa Ha ornpeaeneHnn coaepXXaHnsa oTaenbHbIX
KrnaccoB NUNUAOB B Nna3sme KPoBM MaLMUEHTOB, HA OLEHKE KITMHUYECKUX
NpPM3HaKoB U CEMENHOM aHaMHe3e 3aborieBaHus

Hanbonee paHHUM 1 YyBCTBUTENMbHBLIM METOAOM AuarHocTuku CI
aBnseTcsa onpegeneHne mytauun B reHe peuentopa JINHM. HK-
OuarHocTuka AoJSTKHa NpoBOAUTLCA B CEMbSX C OTATNOLLEHHbIM
aHaMHe30M (aTepocCKnepos y YneHoB cemMbn B Bo3pacTte go 60 ner), y
NaLUMEHTOB C BbICOKMM YPOBHEM XOSIECTEPUHA U X OETEN; OHA TpebyeT
onpeneneHns Tuna myTtaumm B KaXkgom KOHKPETHOU CEMbE



BHYTPUKIIETOYHbIU LMK PELLENTOPA NMNHM

(no J.L. Goldstein, M.S. Brown, J. Cell. Sci., Suppl. N 3, 1985 ¢ nameHeHunamn)
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PeuenTop JIMHI cuHTe3npyetcsa B Buae npepluecteeHHMKa ¢ maccon 120
k[da Ha pubocomax, CBA3aHHbLIX C IHAOMMAa3MaTUYECKUM PETUKYNHOMOM
(ONP). Oanee npu TpaHcnopTupoBKe B annapaTt lonbaXu K peuentopy

pnobasnarTca N- u O- cBsi3aHHble caxapa U OH npeBpaLlaeTcs B 3peribin
Oenok ¢ Kaxyweucs maccou B 160 k[a. Ha nnasamaTuyeckon memopaHe
peuenTop NoKanusyeTca NpeumMyLecTBeHHO B 001acTU OKauMJ1eHHbIX

amok. JIHI1, cBA3aBwKUCh ¢ peuenTtopom, nonagaroT B OKauMIieHHbIe

Ny3blpbKN, KOTOPbI€ BHYTPU KNETKU TePSAIOT KNaTPUH U NpeBpaLlaloTcs B

pe3ynbTaTe 3aKUCIIeHUs COAEePXXUMOro ny3bipbka B 3HAOCOMbI. B
3HAOCOMaxX NpoucxoauT guccouuauus peuentopa u nuraHaa, peuentop
BO3BpallaeTcs B PeLUUPKYIIMPYOLLUX Ny3bIpbKaxX Ha Nia3mMaTU4YeCcKyro
Mmemb6paHy, a JIMNHI pa3pywarTca B nMsocomax.

XonectepuH, ocBOOOANBLUMNCA U3 NIN30COM, OKa3bIiBaeT B
KINeTKe perynatopHbie BO3AeUCTBUSA, BaXXHeuwuve u3
KOTOpPbIX:

1) CHUXXeHne CKOPOCTU CUHTE3a IHAONreHHOoro Krneto4yHoro XC
2) nogaBneHue TpaHcKpunuuu reHa peuentopa JIMHI



CtpykTypa peuenTtopa JIINHI

OcHoBHas cyHkuua peuentopa JIMHIM coctout B focTaBke xonectepuHa JINMHI B kneTkn opraHMama
nyTem peuentop-onocpeaoBaHHOro aHaouuTtosa. lNonunenTuaHaa uenb peuentopa Bknrovyaet 839
aMWHOKMUCIIOTHbIX OCTaTKOB. B cocTaBe peuentopa umeetcs 5 CTPYKTYpPHbIX AOMEHOB, U3 KOTOpPbIX N-
KOHLIeBOM y4acTBYyeT B CBsI3bIBaHUM NIMraHAa, a octanbHble CRyXaT Anst UHTepHanusauuu peuenTtopa u

nurasaa.
PeuenTop JIMNMHI koaupyeTcAa reHomMm,

Haxogsawmmca Ha 19-on xpomocome. l'eH
AOMEHb! I peuenTopa o6Lwen NPOTSHKEHHOCTLIO 45 T.
NTHraHaA-CBA3BIBAIOIINIT n.H. cocTouT U3 18 3k3oHOB n 17
(292 ax) MHTPOHOB.

) Haunbonee HageXHbIM MeTOAOM
..E;Z':::::L:i:’::\\ : anddepeHunanLHON ANarHOCTUKM Cr
paxTopa ABNAETCs onpeaenieHne mytauum B
po“"*:ﬂ;‘ii‘j’“""‘*‘ | reHe peuenTtopa JIMHI, Bbi3biBatOLWMX
: 3To 3aboneBaHue. K HacTosiLemy
BpeMeHu B Mupe onucaHo 6onee 700
MyTauuu reHa peuentopa JIMNMHM.

CnekTp MyTauum reHa peuenTtopa

Coaepaanuii

O-cBssanibie caxapa JIMNHMN cunbHO BapbupyeTt mMexay
(8 ax) pPa3nuUyYHbIMU 3THUYECKMMMU rpynnamMmum.
3HaHuMe cneKkTpa MyTauun B KaXXaoun
TpancusaOpemmil 3THUYECKOM rpynmne Heo6xoaAnMo Ans

(22 ax) acpdekTuBHon JHK-gnarHoctukn.
Yactota CI' y eBpeeB-awkeHa3un 1:56.

Ll ronasma raieck i
(50 ax)

C canta WNHcTtutyTa akcnepumeHTanbHon meguumHbl PAMH, CankT-lNetepbypr



NONIMMOP®U3Mbl KOOUPYIOLLEW OBNACTU FrEHA PELIENTOPA
ITHN B nonynAaunn CAHKT-NMETEPBYPTA

NMonumopdusmbl - BapuaHTbl HYKNeoTUAHOW NocrneaoBaTesribHOCTU, He BeayLiue K pa3BUTUIO
3aboneBaHusA, C HaCTOTOM BCTpeYaeMoCcTu annenen B nonynauum He meHee 1%. MHorne nonumopgpusmbli
NPUBOAAT K NOABIIEHUIO UITU NCHYE3HOBEHUIO CaNnTOB ANSl PECTPUKLMOHHBLIX 3HAOHYKNeas3, U OHU MOTyT
ObITb BbISIBNEHbI Kak nonMmopdunsmMbl AfIMH PeCTPUKLMNOHHBLIX (pparmeHToB (MAP®P). U3yueHune
HacnegoBaHUs cuenneHuns nonmmopdunsma n 3aboneBaHnsa nosponset nposoantb AHK-anarHocTuky Cr.

HaszBanue H3meHnenue B MeTtoa 6bICTpOro
nojaumMopdusma JHK TeCTHPOBAHUSA
c.117/C/T TGC -> TGT IHoaBaserca caiit 11a
(C180C) SfaN 1
c.447>C GGT->GGC IoaBasgerca caiT 118
(G128G) Bsu RI

c.1171 G/A GCC->ACC Hcuezaer caliT 1jisa
(A370T) Stu I

c.1413 G/A AGG->AGA SSCP anaams
(R450R)

c.1545 C/T AAC->AAT SSCP anaaus
(N494N)

c.1773 T/C AAT->AAC IoaBasgerca caiT 118
(NS70N) Hince IT

¢.19539 C/T GTC->GTT Hcue3aer caiT 1J1s
(V632V) Ava IT

c.2231 G/A CGG->CGA Hcuezaer caliT s
(R730R) Msp I




CemenHas rmnepxmaoMmMKpoHeMus

* Akkymynauma XM B nniasme KpoBu MOXET ObITb
obycnoBrneHa OByMA OCHOBHbIMUW NMPUYNHAMMU:

 — reHetnyeckmm otcytctemem J1l'J1 B
Kanunnapax XXnUpoBou TKaHW, a cregoBaTenbHo,
1 B Nna3me KpoBu

« — geduumtom ano C-ll, asnatommes
aktusatopom J1I'J1

N TO, 1 gpyroe cBA3aHO C HacneaoBaHUEM
PELLEeCCUBHOIO reHa, KOHTPONMPYHOLLLErO
obpa3oBaHue nMnMbdo dbepmeHTa, NMbo anoberika.



TMMNOEPITIMNONPOTEUHEMUA TUI 1 (+238600)

CUHOHUMBI

. LIPOPROTEIN LIPASE DEFICIENCY

. LPL DEFICIENCY

. HYPERCHYLOMICRONEMIA, FAMILIAL

. HYPERLIPEMIA, IDIOPATHIC, BURGER-GRUTZ TYPE

. HYPERLIPEMIA, ESSENTIAL FAMILIAL

. LIPASE D DEFICIENCY

. LIPD DEFICIENCY

. HYPERLIPOPROTEINEMIA, TYPE IA

e CHYLOMICRONEMIA, FAMILIAL

. LIPOPROTEIN LIPASE, INCLUDED; LPL, INCLUDED

Gilbert n coaBtopbl (2001) coobwanu o 221 mytauum o6Hapy>KeHHOW Npu cemenHomM aecpuumnte
JINMJ. Mytauna G188E B 5-m 3k30He Obina BbifiBneHa B 23.5 % cny4aeB un 74.6 % Bcex

MyTaLMWW NIoKanu3oBaHbl B 5-M 1 6-m 3ak3oHe. Bnarogaps aTtomy Obin paspaboraH meTopn
CKPUHWHIra Ha MyTauuu B 3TOM reHe.

B 1996 rogqy onucaHa geBo4Yka ¢ CeMeMHOU XUITOMUKPOHeMunen ¢ TotanbHbIM AehMLuUTOM
NIMNONPOTENH N1na3sbl FOMO3UIroTHaA NoO MyTaLun CO CABUIOM PpaMKnU CYUTbIBAHUA BO 2-M
3K30He reHa LPL. Pe6éHok HopmMmanbHO pa3BuBancs. Otey Obin reTepo3nUroTHbIM
HocuTenem myTtauuu, y matepym myTaumm obHapyxeHo He O6biso. NpobaHa okasanachb
romo3uroromn no 17 mapképam Ha o6oux nnevax 8-m xpomocomsl. Tak ObINIO JOKa3aHO, YTO
3TO Crly4an NosIHoM OTLOBCKOW N304MCOMMUM NO XpoMocome 8.



ANMONUIMNONPOTEWH C-ll AEPULINT (207750)

CUHOHUMBI

« HYPERLIPOPROTEINEMIA, TYPE IB
 C-ll ANAPOLIPOPROTEINEMIA

e APOC2 DEFICIENCY

[eH nokannsoBaH 19913.2, cocTouUT N3 4-X 3K30HOB.
AnonunonpoTeunH C-ll aBnseTcs HeobxoanMbIM
KodpakTopom angd aktusauum J1M1J1.

N3BecCcTHO boriee gecaTn myTaumi.



TANGIER DISEASE (205400); TGD

CUHOHUMBI

HIGH DENSITY LIPOPROTEIN DEFICIENCY, TYPE 1; HDLDT1
HIGH DENSITY LIPOPROTEIN DEFICIENCY, TANGIER TYPE
ANALPHALIPOPROTEINEMIA

3aboneBaHue BepoATHO obycnoBneHo mytauusamu B ATP-binding
cassette-1 gene (ABC1; 600046).

Bonbluve opaHXeBble MUHAANIUHbI, YyBeNIMYEeHME NeYeHU, Cene3eHKuN,
numdoysnos, runoxonectepmHemMumsi, aHoMarnbHble peMHaHTbI
XUNOMUKPOHOB, HU3Kun ypoBeHb JIMNBI1 B nnasme. Tumyc un
pPeTUKYNO3HAOTeNNaNnbHble KNeTKMU HarpyXxeHbl nunuaamm,
COCTOSILLMUMU B OCHOBHOM U3 3(pUpOB XonectepuHa. BozspaTHas
HenponaTusi U OTINoXeHue NIMNUAOB B CTEHKe KMULIEeYHUKa. Y
reTeposurot cCHUXxeH yposeHb JIMNBI1.

CemenHbin gecpumunt JIMNBI (604091) MoXxeT ObITb CBA3aH He TONIbLKO C
myTtaumamu B ABC1 gene (600046), HO n ¢ MyTaumMsimMu B reHe
anonunonpotenHa A1 (APOA1; 107680), c nokycamu HDLC1 (606613)
n HDLC2 (607053), nokannsoBaHHbIMN Ha Xpomocomax 9 n 8. AB
AaTCKUX N PUHCKUX ceMbax ¢ riokycom 16q24.1 (HDLC3; 607687).



AbetanunonpotenHemus (200100)

'eHHbIN nokyc 4922-g24
HapylweHue BcacbiBaHMA U TpaHCNOPTa XUPOB
HepoctaTtouyHOCTbL UK OTCYTCTBME DEeTa-NMNONpPOTEUHOB

HenocTtaTo4HOCTbL BbICLUMX NONMUHEHACHLIWEHHbIX
KNPHbIX KUCIOT

Hu3kun ypoBeHb xonectepuHa u ¢pocarnaoB B KPOBMU
AKaHTO3

NMurmeHTHan AereHepauusi CeT4aTKu

ATakcus

Hannuyue B KpOBU aKaHTOLMUTOB

Hacnenyetcsa no ayToCOMHO-peLlecCCUBHOMY TUNY



OXupeHwue

» C-m KapneHtepa (201000)
* C-m AnbcTtpema (203800)
* C-m bapae-buanga (209900)

» C-m bbepcoHa-®opcmaHa-JlemaHa
(301900), X-cuenneHHbIN peLecCcUBHbLIV

» KapnukoBocThb JlapoHa (262500)
* C-m KoaHa (216550)
* C-m lNpapgepa-Bunnu (176270)



INunoatpodua, CHMXKeHne nnm oTcyTCcTBUE
NOAKOXXHOIO XXUPOBOIO CIOS

Cungpom BepHepa (277700)

CuHgpom Knunnens-TpeHoHe-Bebepa (176670)

CuHpgpom KokkenHa (216400) ren 10921.1

IlenpeyvayHusm (246200)*, reH peuenTtopa nHcynnHa 19p13.3-p13.2
Innoguctpodus ToTanbHasa BpoxaeHHasa tmn 2 (269700) reH 11913

INunogmncrtpoduns cemenHaa napuuansHaa Tun 2 (151660) reH 1921.2,
3p25

CuHgpom Mapdana (154700) ALl, 1:25000, reH pubpunnmua 15q21.1
[Mporepus (176670)

JInnogmncTtpodums ¢ BpOXKOEHHOW KaTapakToOu N HeupodereHepaumemn
(606721)

MananbynoakpanbHaga gucnnasma ¢ tunom B nunoguctpodgpun; MADB
(608612)

ManaunbynoakpansHas gucnnasma ¢ Tunom A nunoauctpodcdumn; MADA
(248370)

Nunognctpodus cemenHasa napuymansHasa tun 1; FPLD1 (608600)
Tpucomus no xpomocome 18 (c-m OaBapaca)”



[1porepus,
cuHgpom ['eTymHcoHa-I ngopaa
Hu3Kknn pocT n Bec

OTCcyTCTBME NOOKOXHOIO KUPOBOIO CINOA

 ToTanbHag anoneuuns

ManeHbKkoe nuuo

MukporHatug

IK3odTarnbm

 MnepxonecrtepuHeMnd, paHHUN aTepPoCKIepos

1pOOOMKNTENBLHOCTDL XU3HU /-27 neT

"lonynauymoHHaa Yactorta 1:250 000, M2:2K1



CuHgpom BepHepa,

nporepust B3pOCIibIX

* Havano 3abonesaHua B 15-30 nert

« KOBeHUNbHAasA KaTtapakTa
 [lpexgeBpemMeHHOEe nocegeHmne n obrbICeEHNE
« Cknepooepmms

* ATpodona NOOKOXHOIO XUPOBOIO CIoS
e KnoBOBUOHLIN HOC

« CaxapHbin anaber

e [MnoroHagnam

* PaHHMK aTepocKnepos

» 3nokavyecTBeHHblE HOBOOBpa3oBaHUSA
AP Tnn HacnenosaHu4, reH 8p12-p11




JlnnomaTto3s

e HacnepoBaHMe ayTOCOMHO-OOMUHAHTHOE.
PeHOoTUNn4YeCcKun nposiBnsaeTcs 0e30605ne3HeHHbIMMU
MeAarieHHo pacTywnmu niurioMamMu. Heobxoaumo
anddepeHunpoBaThb C CUHOPOMOM MapgenyHra
(MHOXXECTBEHHbIN CUMMETPUYHbLIN A00POKaAYEeCTBEHHbLIN
NINnomaros), Gone3HbIo Oepkyma (6bone3HeHHOE
OXUpeHue), CUHOPOMOM BbaHbsAHa (nMnomarTos,
aHrmomaros, Makpouedanus), lNpoTeyc-cMHapoMoMm
(nMnomaTos, remuruneptpodus, MaKpoAaKTUNus,
3K30CTO3bl, HEBYCbl, CKOJILO03).



CebouucrtomaTtos

NPUYNHOMN pa3BUTUA ceboLmMcTomaTos3a ABNAKTCA MyTauum B reHe kepatuHa 17 (KRT17, MIM 148069),
KOTOpble TaKXXe OOHapy>XeHbl NPy BPOXAEHHON naxmoHuxum Jackson-Lawler Tun. B TMnnyHbIX criyvyasx y
naumeHToB MoryT 6biTb OoT 100 A0 2000 oKpyrnbIX UMK OBaribHbIX LUCTHLIX ONYXOJSiel Ha CrUHE, rpyAau,
pykax, 6éapax, BOYIoOCMCTOM YacTu ronoBbl.




[ eHOTepanus

JleyeHune CI'XC. Pe3ekuusa 4yactu neyeHun, BBeaeHue B KNeTku reHa. Bosspar
KNIEeTOK B OpraHn3m.

UccnepoBaTtenu ns LiBenuapun n CLUA Hawnm nyTb, C NOMOLLLI KOTOPOro
MOXXHO 6oree npocTo U 3phpeKTUBHO pelnTb NPOdeMy OXXUPEHUS -
NOABMIICA CNOCOO 3aCTaBUTL KINETKU B XKWPOBOMU TKaHU noeaaTtb caMux
cebs. Korga BoO3HMKaeT 4YyBCTBO ronoaa, B KfneTtkax aBToMaTU4eCKu
BO3pacTaeT ypoBeHb coaiepaHua nentuHa. BooOLle nenTuH yxe usBecteH
Hay4yHomy mupy 6onee 10 net. OH nponsBoAUTCA CaAaMUMM XKNPOBLIMU
KIfleTKaMu M perynupyeT npouecc HakansiuBaHUA Xupa, a Takke oTBe4vaeT 3a
YyBCTBO rosfioga, BO3HUKawLiee B ronoBHOM Mo3re. Y nogeun ¢ fIMILHNM
BeCOM, KaK NpaBuUIio, MMEKTCA HapyLeHUsl, CBA3aHHbIe C BbIpabOTKOM
nentuHa. Kak cneacreue: ycurieHHOe HakKannmBaHue Xupa.

UcKyccTBEeHHO NoBbILWaA YPOBEHb JIENTUHA Y KPbIC, Y4€HbIM yaAaBarocb
cchopmMnpoBaTb U3 XXUPOBbIX KNETOK KIeTKU, CBOOOAHLIE OT XXUPOBbIX
OTNOXeHUN. BaxeH Takxe TOT (pakT, 4YTO napannesibHO Yy4eHbIM yAanochb
NOBbLICUTL OOMEH BewecTB, TEM CaMbIM AOMOMHUTENbLHO YCKOPUTL Nnpouecc
n3baBrieHUA OT Xupa.



BynbrapHbin UXTNo3




X-cuenneHHbIN peLecCUBHbIN UXTNO3




Knaccugpukaumna HacneacTtBeHHbIX
3aboneBaHnn obMeHa BeLLecTB

HapyLleHna odbMeHa aMUHOKUCIOT (DEHUITKETOHYPUSA 1 Ap.);

HapyLleHnsa obMeHa yrneBoaoB (rnukoreHoBasi 6051e3Hb, ranakTosemMust N ap.);
HapyLleHna obmeHa nununaos (bonesHn HnmaHa—I1nka, 6onesHb [owe n gp.);
HapyLleHnsa obmeHa cteponaoB (agpeHoreHMTarnbHbI CUHOPOM U Ap.);
HapyLeHnst obMeHa nypuHOB 1 NUpUMUAnHOB (cnHapom Jlewa—HwuxaHa n gp.);

HapyLeHnst obMeHa coeauHNTENBbHOM TKaHU (MyKononucaxapuaosbl, CUHAPOM
MapdraHa v gp.;

HapyLeHusi rema- n nopdoupmuHa (remornobuHonaTnm n ap.);

HapyLweHust obmeHa B aputpoumtax (aHemmna MuHkosckoro—LUoddapa u ap.);
aHomanun obmeHa metannos (bonesHb BunscoHa—KoHoBanosa u ap.);
HapyLweHust obmeHa bununpyounHa (cuHgpom Kpurnepa— Hauvspa v op.);

HapyLleHUsi BcacbiBaHUS B NULLEBAPUTENBHOM TpakTe (MyKOBUCLMAO3,
Liennakmns, HenepeHOCUMOCTb NTaKkTo3bl 1 Ap.).



S)

[Mpu3Haku, Tpedbyrowme ncknroveHnsa H6O

B HeoHaTanbHOM nepuoae U Ha NepBOM rogy

XKN3HU

PBoTa, germaportauus, Xentyxa , Mbllle4yHad rmno wu
MNEePTOHUA, HapYLLEHNE AObIXaHWUs, Cyaoporn, rnetaprus,
KOMa, acuuT, Heobbl4YHbIM 3anax mo4n (ucknountb BIIP
KKT).

LOuapes, rmnotpodus (UCKIMHOYNUTb 3K30rEHHbIE MPUYNHBI).
[enaTto, cnneHo, renaTocnieHoMeranus.

[TporpagAnueHTHO pasBMBLLASACS K roAdy KNU3HU YMCTBEHHaS
OTCTanocCTb, MblLLIEYHAS rmno  u rMNepToHUS,
CYOOPOXHbIE NMpunagkn, pasBuBLLUMECS B NEPBbIE MECSALbI
XU3HW.

. JlabopatopHble p[daHHble : MeTabonuyeckunm auuaos,

alrikanoas, rmnorimkeMnsd, caxap, ©enok, aueToH B Moue.



[locne nepBoOro roga XXM3Hwu

YMCTBEHHAA OTCTalfIoCTb HEACHOM 3TUOMNOMNMN.

YO c 3agepXkon onU3n4ecKoro pasBuTtud, CyaopoXXHbIMU
npunagkamMmu, MHTOKCUKaLUWEWN, NeTaprmen, KoMaTo3HbIMU
COCTOAHUEM, PBOTON, ANApPEEN, NOPaAXKEHNEM MNEYEHN,
noyek, 3K3eMOoU, BbIBUXOM, MOABLIBUXOM XpyCTanuka,
[MyxoToun, ananueun, gusneKkcueun.

CouyeTtaHune YO ¢ HU3KMM poCcTOM, rpybbiMn yeptamm
nuua, rmgpouedanbHbIM YEPENOM, TYrONOABMXKHOCTbBIO
CyCTaBOB, CKOJIMO30M, renaTocrieHoMeranuen,
NOMYTHEHNEM POroBULIbI, TYTrOYXOCTbIO.

[MporpagneHTHOE pa3sutne YO 1 HEBPOMNOrM4ecKomn
CMMNTOMATMKM NOCIe nepmoga HopMarsnbHOIo pa3BUTUS
pa3HoOW ANMNTENBLHOCTW.

[MnoTpodna HeACHON STUOSIOrUN.

HenepeHocnMocTb OTAENbHbLIX BUAOB MULLA, CUHAPOM
Manbabcopounw.

Hedponutnas y geten.



CuMnTOMbI U NPU3HaKN GonesHen
oOMeHa BelecTB y AeTeun

LleHmpanbHass HepeHasi cucmema
« Jletaprus, Banoe cocaHue
 [loBbilleHHas BO3OYyaMMOCTb

e MbilWeYyHaqa runo unm runepToHng
 Koma

Cypnoporu

Xenydo4yHo-kuwe4YHbIU mpakm
 HenepeHOCUMOCTb KOPMJIIEHUS
 PBoTa

« [unapeq



OpeaHbl ObIxaHUsl U KpoeoobpaujeHus
*AMHO3
*TaxnnHo3
*PecnunpaTtopHbI OAUCTPECC

HapyweHue ¢pyHKUUU nne4yeHu
) KenTtyxa
‘[ Mnokoarynauuns
[ enatomeranus

llpo4yue HapyuweHusi

[laTonornyecknm 3anax Koxu niam mMo4u
[ pyOble YepThbl NnLa nnu ero Anamopdus
-KaTtapakTa



BpoxaeHHble gedeKThl
MeTabonuima

A. Ocmpoe Ha4yasio 8 HeOHamarsibHbIU nepuood

3aboneBaHnsa BCTpeYaloTcs pedko, HO BCE BMECTE 3HAYUTENbHO
YBENUYMBAIOT HEOHATamNbHYIO 3ab0NEBAEMOCTb U CMEPTHOCTb.

YacTo 3akaH4ymBaloTCS cbaTaano, eClIin NX He NeYnTb N MOryT
Bbl3bIBaTb PA3BUTUE TAXEJSIbIX OCITOXHEHUN, ecnu pPacno3HarTCA
Nno3aHO U Ha4dallo UXx JiedeHnd 3ara3blBactT.

B HacTosiLee BpemMsa BO3MOXKHa ObicTpas nabopaTtopHas
OuvarHoctuka n apeKkTUBHOE fievYeHue.

,D,J'Iﬂ HOPMaJibHOIo HEBPOJIOIMTNHECKOIo Pa3BnNTUA B OTAalIEHHbIE
CPOKH Heobxoanmsl PaHHAA ANarHoCTnkKa n cBOEBPEMEHHO
Ha4vyaToe Jie4vyeHne.

JAna paHHen gMarHocTUkn HeEoBXoAUMO Yy4UTbIBaTh Hanu4une
nedekta metadbonmama Y JIOBOIO HOBOPOXOEHHOIO.



b. Ckpbimoe Ha4yasio e nepuod miadeH4Yecmea unau
demcmea

 HekoTopble 3aboneBaHnUa HEN3NEYNMBI N ABMAKOTCSA
doaTanbHbIMK

* BONbLUMHCTBO U3 HUX HE 3aKaH4YMBaKOTCH CMEPTbIO U
UMET KITMHUYECKUE NPOoABIIEHNA TOJIbKO B TOM
Cliydae, ecCJin X HE ANarHoCTnpoBatb U HE JIEHUTD

BONbLIMHCTBO CKPUHUHI-TECTOB, UCMOSIb3YEMbIX Y
HOBOPOXXAEHHbIX, BbIABMNSAT 3aboneBaHmsa aTon
rpynnbi.

B. lNosienieHue cuMnmomMos y nodpocmkoe, oHouwelu,
83pPO0CJIbIX



Bbone3Hn oomeHa BelwecTB
Y HOBOPOXAEHHbIX

HAPYWEHUWUE OBMEHA YITIEBOOOB

« [anakrtosemus

* [Heduumnt dpykto3o-1,6-audocdaTasbl

* [nnkoreHosbl (1A n B Tmnbl)

- HAPYWEHWE OBMEHA AMUHOKUCIIOT
 bonesHb KreHoBoro cmpona

» HekeToHOBas rmnepriMunHEMUS

« [niotapoBasa aunagemus Il Tnna

* [lnpornoTamMmHoBas aumgemMmus

* (S-okconponuHypus)

HAPYLWLEHUE OBMEHA OPTAHUAYECKUX KUCIOT
nsosarepmaHoBad aungemMms
[MponnoHoBaga aungemus
MeTnnmanoHoBasa auugemMus
MHOXeCTBEHHbIN eduumnT Kapbokcunasbl



HAPYLWEHUNA OBMEHA NMUPYBATA U TPAHCIIOPTA 3JIEKTPOHOB B

ObIXATENNbHOW LIENA

LOednunt nupyBaTtkapbokcunassl

Oedununt nupyBataerngporeHasbl

Hedonuut gbixaTenbHbIX LENen TpaHcnopTa 3NeKTPOHOB
HAPYLWEHWE CUHTE3SA MOYEBK/HDbDI

Oednunt kapbomundocdarcmHtetasbl (KPC)

Oednunt opHUToHTpaHckapbamunassel (OTK)

Oedonunt apruHnHcykumHaTcnHteTasbl (AC) (LMTPYRSIMHEMUS)
Oednunt apruHnHcykumHatnmasbl (AJl)

Oednunt N-auetmunrnotamarcuHTeTasbl (N -AlC)
TpaH3uTopHas runepaMmmMmoHmemMmsa HoBopoxaeHHbIX (TFAH)

PA3JIN4YHbIE HAPYLWWEHUA METABOJIUSMA

ALpeHo-reHuTanbHbIn CMHAPOM (Aedonunt 21-rmgpokcunassl)
[MnpnagoKCcMH3aBUCMMOE COCTOSIHUE

HepnocTtaTtoyHocTb anbda-1 aHTUTpUncuHa

HapyweHne obmeHa bunmpybuHa (Hanpumep, cnHapom Kpurnepa-Hanapa)



3aboneBaHus, Ha KOToOpble NpoBoOAUNTCSH
HeoHaTaribHbIN CKPUHUHT B Poccun

* DeHUNKETOHYPUSA

* BpoXXOeHHbIN TMNoTUpeos

* MykoBucLMOO3
e [anakTo3emus

* AQpeHoreHnTanbHbI CUMHOPOM



[loaTBEpPXKOEHUE OMarHosa -
onpeneneHne akTMBHOCTU

meQMeHTa




