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AKTyanbHOCTb BOMpoca

* Bblicokasa pacnpocTpaHeHHOCThb: 1:500
HOBOPOXAEHHbIX?

* bornee 500 HO30MOrM4YeCKUX OOPM
* 50% HBO maHudecTupyeT B 4€TCKOM BO3pacTe

 [1poTekatoT C OCTPbIMU XKN3HEYTPOXKAOLLMMU
Kpn3amu

* Pag Ho3onornveckux popm MMetoT apdPeKkTUBHOE
reyeHme n brnaronpuUATHbLIN NPOrHO3 Npm yCnoBun
CBOEBPEMEHHOU ANarHoOCTUKM U Ha4Yana reyveHunm.

I Helipomemabonudyeckue 3abonesaHusi y 0emell u nodpocmkos: duazHocmuka u
rnodxookl k nedeHuro/ C.B. Muxaurnosa, E.FO. Saxapoea, A.C. [NempyxuH.-M.
Jlummeppa.-2012.



OTNONoOrng

MyTauuns B reHe
4aCTO ayTOCOMHbIU peLeccuB

Y

NameHeHune
doepmeHTa

CommeD) ==

+AedeKkTbl TPaHCMOPTHbLIX U CUTHASTbHbIX

AoarnrNAp




Knaccudpumkaumna HBO

PasgeneHbl Ha 22 rpynnel

B 3@dBUCUMOCTU OT TWUIMAa NnoBpexaeHus

MeTabonmyeckoro NyTu:

-op2aHu4ecKkue auyuoypuu

-bore3HuU YuKnia cuHme3sa Mo4e8uUHb!

-HapyuweHus memaboru3ma eHunanaHuHa u mupo3uHa u
ap.

NI C YY4ETOM €r1o JToKarin3aumnm:

-JTU30COMHbIE 60ore3HU

-MUMOXOHOpUasibHbIe

-rIepOKCUCOMHbIE bore3Hu




VieTabonnyeckoe 3aboneBaHne AOOJIKHO
nogo3peBaTbCs Hapagy C  ApyrMu
anarHosamu (Hanpumep MHAQPEKLNS,

natonorus LUIHC):

-y BCEX HOBOPOXAEHHbIX C HEOOBACHUMbIMU,
reHepann3oBaHHbIMU U MPOrPECCUPYOLLIMMU
3aboneBaHMAMM, 0COOEHHO NPU HOpMarbHO
npoTekaBLlel bepeMeHHOCTU U poaax;

- Yy AeTeun C OCTPbIMKU paccTpomncTesamMm ooLero
COCTOSAHUS U/UNN HapPYLWEHUA CO3HaHUA, OCODEHHO
NPOBOLMPYEMbIX PBOTOU, NUXOPaAKOWN UM
ronogaHuewm;

- Y BCeX OETEN C CUMIMTOMaMU NN NPU3HaKaMn auino3a
NI TMNorrmkeMni,;

- Hanu4yne B aHamMmHe3e cnbcos, ymepLunx ot
aHaNnornM4HbIX OCTPbIX COCTOAHUMN («CENCUC», KCUHOPOM
MMMYHoO4edULMTa»)



Heobxoaommble OCHOBHbIE
nabopaTopHble TECTbI:

[ N1I0OKO3a KPOBW 0653amensHbIli KOMIOHEHM 0COBEHHO
yarie800H020 U 3Hepaemu4yecko2o0 obmeHa

* AMMMWAK-8bicokomokcuyHoe coeduHeHUe U aurnepaMmMoHeMUs

gcmpeyaemcs Yacmo, uMeem rie4eHue, CMepPMHOCIMb MOXHO
uslbexamem

o KLLIC moxem scmpeyamscs u ankanos u ayudos

e JlakTaT moxem nosbiwamscs ecriedcmaue 2urnokcuu u

HapyweHuu 3Hepaemu4ecko2o obmMeHa a makxxe rnpuduHa
memabornudyecko2o auudosa

e KeToHbl MOYU

° ,lajl,pyrme TEeCTbl koaesynoepamma, 6\x kposu, uccriedosaHuy KOK u
p.



[ Mnornukemus
cooepkaHue 2/110K03bl 8 KPo8U <2,6 MMOJSIb/ 1

* HemeTabonunyeckune NnpnymnHbI?

* [loTpebHOCTbL B rntoko3e: >10 Mr/Kr/MUH yKa3bIBaeT Ha
rMNEePUHCYITMHN3M

* cknoyeHne cenTuueMmin, TSHXKENoro CUCTEMHOIO
3aboneBaHusi, Anabeta matepu 1 ap.

[lononHuTenbHbIE NCCNeaoBaHUA:

-TMC kpoBu (auMnNKapHUTUHBI) AN BbIIBNIEHUS HAPYLLUEHUS
OKNCITEHUS KUPHBIX KUCITOT, OPraHNYecKknx aumaypun

-Ff'opMOHbI KpoBU. IHCYNKWH, kKopTuU3on*

-Jlaktart. [loBbIlLEHNE YKa3bIBAET HA HapyLLueHne
rMHOreHonn3/rnioKoHeoreHes

-OpraHuyeckne KNCnoTbl MOYM (YyTOMHEHME auuaypun)

-KeToHbI MoYn (HopMasnbHbIN UMM HU3KNU YPOBEHb — BO3MOXHO
HapyLUeHNe OKUCIMEHNSA XXUPHbIX KUCIMOT UMK KeToreHesa)



[ MnepaMMOHeMUSA
HOB0POXOeHHbIe NH > 180

[TpUYUHbI:
-HapywieHus B unkne mo4yeBoHOO6pa3oBaHUS

-OpraHuyeckme aunaypum n gedoekThbl
okucneHuna XK

-MMNEepPUHCYNMHNU3M-TMNepaMMOHEMUN CUHOPOM
-TshKenas ne4eHo4yHast He4OCTAaTO4YHOCTb
-TpaH3UTOPHAasA rMMNepamMmoHeEMUS

-MoBbILLEHNE MbILLEYHOU aKTUBHOCTMU
BCreacTteune ycuneHHon seHtunaunm, POC nnu
nocre cyaopor



[loBbILLEHHbIV NaKTaT
Kpo8b >2,1MMOJ1b/ I

[TnpyBaT He obA3aTeneH, T.K. AfaHnH oTpaxaet
KOHLUEHTpauuo nupysarta (Hopma <450 MKMOnb/1;
AnaHunH/In3unH <3)

[TPUYUHBI:

-BTOPUYHbIE

-HapyLueHne abixaTenbHon uenu v unkna Kpebca

-Hedonunt nnpysataernaporeHasbl Unu nupyesaTkapbdbokcmnnasbl
-OpraHu4yeckue aumuaypum, HapyLleHust Metabonmama ouoTuHa
- MnKoreHo3skbl, HapyLUeHWs rmiKoHeoreHesa

IlccnenooBaHU4:

-TMC
-[pobbl ¢ Harpy3kon*



[ncnnactnyHbin doeHoTUN

[lepOKCUCOMHbIE HapyLleHUs CUHOPOM
Llenbeeaepa, puzomeriudeckas XxoHopooucrinasusi

3. 4.
C. Zellweger cerebrohepatorenal syndrome



JInzocomHble Done3Hn HakonneHnsa Mric,

Mykonunudos3. MaHughecmauusi nocrie HeoHamarsibHO20
rnepuooa




HapyLueHna cuHTe3a CTePOSIOB cuxdpom Cmuma-
Jlemnu-Onumua




[1pyrne HapyLueHus

[ OMOLUMCTUHYPUSA

bone3Hb MeHkKeca




HeoHaTanbHag neyeHo4yHas
HeOoOCTAaTOYHOCTb

R

MI/ITOXOH,EI,pI/IaJ'I bHaA renartonaTtund

[f[anakTo3emuns
HapyweHne okMcneHmns XXMpHbIX KUCIOT
HapyweHnsa umkna MoyYeBuHbI

HIMC

HeoHaTtanbHbI reMoxXpomMmaTo3

[edeKTbl rMnMKo3nnnpoBaHus

MblLeyHasa rmnoToHKUS,
MYIBTUCUCTEMHOE NOPaXXeHune,
SHUedanonaTng, tnakrar

Ha4yano nocrne BBegeHUsS MOSOK3,
XenTyxa

(Kapamno)muonartus, rurnorimkeMums,
Tnakrar

TTAMMMaK

XKenTtyxa, runoTtoHus,
renatocnrneHomMmeranus

[enaTouennonsapHbIn LeppPos,
T1doepputuH, 11API, TpaHcaMmuHasbl M.06.
HU3KNEe

[enaTomeranus, renatouennonspHble
ANCAYHKLUNK, S3HTEeponaTusi C NoTepen



Taxenaa HeoHaTanbHas

\W/ArNnT\/VYA

HapyweHus
HedpuuunT a-1-aHTuTpuncuHa
HINC

[[anakTozemus

Hapyu.leHme CNHTE3a XEJYHbIX KUCIT10T

[TlepokCUCOMHBLIE 3aboneBaHUs
(LlennbBerepa)

MeBanoHoBas aumgypus

TnposmHeHMnsa Tvnl

CuHgpom Kpurnepa-Hanapa

CuHapom Anaxunnns

| a-1-aHTUTPUNCUH
[MNOTOHUSA, renaTocnsieHoMeranug

MaHundoecTtauma nocne BBeaeHUS
MOJIOKa, peHarnbHoe 3aboneBaHne

XorecTas, MmanLabcopobuma

deHoTUN, ToTanbHasi MblLLEYHAs
TMNOTOHUA, CydOopPOrn, KatapakTta.

[enaTocnneHomeranus,
numdageHonaTus, aHemus

Takenas koarynonatus, peHarnbHas
natonorud, TAQr1

Takenas XeTTyxa, sAaepHas Xentyxa

deHoTun, Mopdosiornyeckne aHomanum




HeobOblYHble KNMMHNYEeCcKmne HabnaeHus
3anax  |Bewecteo |3awonesaWve

MbILLWHBbIN
KneHoBbIn cupon

Axkpug (MOTHbIX HOT)

Mouya koTa

KanycTbl

[1poropkrioro macna

Cepbl

PbIObl

deHnnauerar
CoTonoH

3oBanepuaHoBa
Kucrora

3-OH-
n3oBanepnaHoBas
Kucnorta

2-OH-macngaHag
Kucnora

2-OKCO-4-
MeTunmMmacindaHas
KNUCI10Ta

Cynbcug
Boaopoaa
MeTUoHUH

TpumeTnnamuH,
ONMEeTUNIrMMUnH

OKY
BonesHb MoymM KrieHoBOro cupona

N3oBanepuaHoBas auaypus,
rnyTaposas aumaypus Ii

3-METUNKPOTOHUNTINLNHYPUS,
MH.KapbokcunasHas
He4OCTaTOYHOCTb

TnuposnHemua Tun 1

TuposnHemuna Tunl

LinctnHypums
TnposnHemua Tunil

TpumeTnnamumHypus,
ONMETUNIMUUMHYPUA



bone3Hu unkra cuHTe3a MoYeBUHbI

4

e o o SRRSO KnnHuka:
> e BLICTPO NporpeccupyroLmne
KpGama o CUMNTOMbI MOCJIE€ KOPOTKOIo
- [/]= §* beccnmnTOoMHOro NHTEpPBana:
. I . ~NEeTaprus, HapyLLeHus
be ol A coo- BCKapMIIMBaHUs,
ol R]  momcoorsia " R] T rMNepBEHTUNALNSA, Cyaopory,
m\, s - nporpeccupytoas
\.( \ sHuedanonaTnsi 4o KOMbI, NoTepst
: clnmemaza e pecnekcos, BXKK
mw:/\ coo- e (rMnokoarynauus), noBbileHne
Hp I

NnevYeHOYHbIX TPaHCaMWHas3.

I Apaununo-

\
Kcanoauerar coo~

|
UMHaT \ ApruMmm

TecCcTbl:
-ypOBEHb aMMUaKka

-OpOoTOBAayA KMCJ10Ta MO4H

-6/x KpoBU
-INHK-gnarHoctuka



OpraHu4yeckue aumaoypum

KnnHuka:

 HeoHamarnbHas chopma

« XpOHu4Yeckas uHmepmMmemupyrow,as gpopma
« XpoHu4ecKas ripogpeccupyrouias gpopma

JTabopaTopHble NOKa3aTENN: kemoauudos,
nlakmamauyuoos, aurio\auriepariukemMus, HeumporeHus,
MpPOMOUUMOreHus], naHUUMmMoneHus, |Kanbyut

,U,I/IaFHOCTI/I Ka: TMC, OK mo4u, gpbepmeHmMHas
OuacHocmuka, [HK-eepuukayus



MeTtabonnam yrneBogoB

dpykroza rmoro3sa

!
|~ AP ATF \I

":l" D

oo, ranakrosa

v

hpykT03a-1<P rmoko3a-6- (P «—rmiokosa-1-(p) «4@ —»ranakrosa-1-(p)
4
é rmoko3a-6-(p

\ |

UDP-ranakroaa UDP-rnioko3sa

$pyxroza-1,6-au-(P

;_“.'1UC‘D£—]H!-. Il‘wﬂ'lrUlDOkClL' D rn"uepanb_a- { ‘P"

\ aueroH-3- (p) :
|\ f '
Koo i3 . - rMUKONN3
L NADH+H" e M
el nvpysar
“\D‘I.’«D ATP ADFP

UUBPUH

"1 KEeTorexcoxmMsasa 3 TPUOXMHa3a
LE?VS L_?7.1.28

‘2 Ppyrroaopmndocdar-
IS ammponasa 4 1213

2.7.1.6

ansferna-peaykrasa 6 rexcozo-1-gocdar-
4 1.1.1.21 ypywamntpancdepasa
2.7.7.12

4-3anymepasa
5.13.2

i—s— ranasrToknHasa Lr- VDP-'IHO(O30'

[anakTosemMmusa:

KnnHuka:
rpozpeccupyrouue
CUMIMMOMAbI riocrie
88e0eHUSs MOJioKa (3-4
Cymku), peoma,
duapesi, xxenmyxa,
Kamapakma,
HapyuwleHue gyHKUuuU
rneyeHu

[lnarHocTtuka:

CKkpuHuHz obwel
2a1akmoa3bl,
pepmeHmsbiu, HK-
aHarnu3s



OBOMEH XXUPHbIX KUCIOT N KETOHOBbIX
Ten
& E f— KrnnHuka eapuabernbHas:

=
b

nepeHocAWmmn
¢nasonporteuH [ETF]

| ObixaTens-
Has uenb

N

HB-:rnipoz @ o 7 rnev4yeHo4YHas

Attbe=) . Hedocmamo4yHOCMkb,
s NGRS HeoHamarslbHbIU fnaKkmam-
= e eon —. ayuoos, kapouomuornamus

b buoxumus: 1 ne4eHo4YHble

5 e= et pepmMeHmMbI, aMMUaK,
wooou g i Al A NS
e =] —— e nakmam, KOK, muoarnobuH
l o LHuazHocmuka: TMC, OK
iy [mparaf ] moyu, hepmenmHasi, JHK-

oduacHocmukKa

M e H H

AbixaTenb- geak Slsais Nl o

Has uenb | HOH H A
\/‘ 3-okcuaumn-CoA-gervaporeHasa

1.1.1.35



QHepreTnyecknmn obmeH
(umkn Kpebca)

[nIoKo3a )Ku Hule KJ'I MHNKA.

e i MYyfIbMUCUCMEMHOEe MopaxKeHue,
2“ mu,.,pm coyemaHue Hep8HO-MbILUEYHBIX
P C, u Opyaux cumnmomos. TeyeHue
Auenm KoA
TREE ornyTapoan bbicmpornpozpeccupyrouiee,
\?@ o HS-KoA » cX00CMeo ¢ op2aHU4eCKUMU
UMKN KPEBCA 'm ayuoypusmu
HS-KoA CyKunHHn-KoR
[

nnponuuorpannaa—:-”-laﬂe"°°°V"°y°"a“ (“ buoxnumusa: ¢
. triakmam,

o4 rnupysam, KemoHbl, aMMuak

[Nupysamkapbokcuriasbl
oecbuuum: Tun B- 8poxx0eHHbIU
flakma-ayudos, 2urnomoHuUs,
3HUearionamus,
aurioanukemMus, gpamarsbHbiU 8
paHHeM so3pacme.

Monounas

A6n oyHas AHTapHAR
H,0

MmapoBan
Pymap =



KnnHunyecknm cnyyau

Nel [leBoyka 1 rog 4 mec ot 4 bepemeHHocTH (1,2 - Cl1B, 3 - cpoyHble poabl). Poabl B
37-38 Hepernb. [Npu poxaeHun 2780/48, ATNTAP 8/8. O ron 35cm. CocTtosHue nocne
poXaeHna ygosneTBopuTesnibHoe. Ha 3 C/XKM3HM B CBA3M C HapacTaHuem
HEeBPOSOrM4eckom CUMNOTMaTUKM B BUOAE CUHAOPOMA YrHETEHUd, a TakKxe
mMeTabonunyeckoro auugosa nepeseneHa B nanaty UT, Ha 4 c/xu3Hu B OPUT,
nposogunocs WBIJI. B cBA3n C pasButMeM TAXenon HeBpPOorornyeckomn
CUMNTOMATUKN BMSIOTb OO0 KOMbl Oblfla ucKnodeHa HenpouHdekums, andd.
auarHo3 ¢ HempomeTtabonmyeckumm 3aboneBaHUsIMN.

[To pesynbratam TMC KpoBM - npu NepBOM UCCIIe40BaHUN BbISIBIIEHO CHUXEHUE
KapHUTMHA. [1pn NOBTOPHOM - NOBbILIEHME NMPONUOHUNKapHUTUHA (C3). B aHanunse
Mo4u Ha OK- noBbilLEHNE METUNMANOHOBOW KUCNOTbI A0 10645,4MMOnNb/I.

B Bo3pacTe 1 mec yctaHoBneH gnarHo3 MetunmanoHoBas aumaypvs.

PebeHOK BKMOYeEH B peructp opdaHHbiX 3abonieBaHU, HadaTo JIEYEHME:
HMU3KoOernkoBasas AneTa C NPUMMEHEHMEM cneuuann3mpoBaHHOro n

AHaMUKC NHAAHT. Z=. )
= Anamix :
= infant =
sy A"
o A
i - MMAZ:
T ——_—— —



Ne2

PebeHok AHHa H.(03.06.2013 r.p)c 9 mecsueB (Man 2014) NnoABUNUCL 3Nn304bl PBOTHI,
NpenMyLLEeCTBEHHO B HOYHOE N BeYepHee BpeMs nocrne npuema nuwn. lNpmctynol
NpPOAOIKAINCE B TEYEHME HECKONBbKUX OHEWN, CONPOBOXOANTMCb HAPYLLEHNAMN
NOXO4KU, KynupoBanncb CaMOCTOATENBHO.

B kOHUe 1oHS 2014 1 npuy criegyowem ann3one pBoTbl pebeHoK Obis
rocnutanuaunposaH B I Kb Ne 9 um. CnepaHckoro. [pn obcrnenosaHnm BeISIBIIEHO
nosbiweHne AJIT (1064 ea/n), ACT (978 ea/n). BupycHble renatuTbl UCKITIOYEHDI.
[narHoa: [enatnt HeyTOYHEHHOU 3TUOSTOTUN.

3atem, poautenun pedbeHka obpaTtunucet B HLU34 PAMH. Npu obcnegoBaHum
BbIsiBfIEeHa rmunepamMmoHemust (4o 118 MKkmorb/n), MeTabonmyeckui ankanos,
NOBbILLEHNE YPOBHSA TpaHcammHas. TMC KpoBU: CHMXKEHNE aprMHUHA, LTPYNVH B
HopMe. OpoToBas Kucriota B Mode — Hopma (4,9MM/M kpeaTnHunHa; Hopma: 0-11)
3anogo3peHa natonormd B Lukne modeBmHoobpasoBaHus. HasHayvyeHa
Hu3kobernkosasa aneta. CocTosiHne pebeHka Ha 3TOM OOHE yyyLLMNOCh.

B Hos16pe 2014 roga npoBeaeHo NONMHO3K30MHoe cekBeHupoBaHue NEHOTEK:
BbISIBfIEHA NOTEHUNANbLHO NatoreHHas MyTauunsi B reHe HADHB XpOMCOMbI 2 B
FOMO3UIOTHOM COCTOSIHUN. Pe6eHOK KOHCYNLTUPOBaH reHETUKOM [InarHOCTUPOBaHO
HapyLeHne obMeHa XUPHbIX KUCroT. enunt TpndyHKUNOHanbLHoro derka.
OrpaHuyeHnst no gnetapHomy 6enky CHATbI. B Te4eHnn 2-x Hegenb gueTa He
cobnoganack. COCTOsAHME OEBOYKN 3HAYUTENBHO YXyaLnnocb. BosHukna
MHorokpartHaga psota. [lpu obcnegosaHum 8 HU3O PAMH: pH 7,57, BE 11,3,
rmnepaMmmHemms (230mkmons/n) TMC: meTnoHuH 76,6, (N go 70,84), rnoko3a KpoBu-
4,23. [leBo4vka nony4ana MHY3NOHHY0, 4ETOKCUKALIMOHHYIO Teparnuio, orpaHn4yeHa
no npuemy 6ernka. CocTossHME yny4Lunsocs.



WU MoBOCENoOBa AHHa

Uctopusa 6onesuu:
Ne obpasua: 1894

Harta poXaeHMsa: Us.Ub.ZU13

Mon: xeH

Marepuan ans uccnegosanus: [IHK, BoiaeneHHas LensHom

BEHO3HOW KpOBU

Hanpaenexwue. MNouck mytaumm ¢.278C>T B rene OTC

Knuuuyeckas uHopmauusa. He npeacrasnexa

len, nokanusauusa. OTC, Xp11.4

Mertop uccnepgosaHua. [psimoe cekBeHMpoBaHue

Pe3ynbrarbl uccnenoBaHua.

MeTtoaom NPpAMOro aBTOMaTU4eCKOro CeKkBeHMpoBaHUA Obin uccnegosad 3k3oH 03 reHa OTC, a Takke

npuneralwme WHTPOHHbIe obnactu. Buina obGHapyxena myTauus €.278C>T B reTepo3vroTHOM COCTOSIHWM,

NpUBOAALLIANA K aMUHOKUCINOTHOW 3ameHe p.Thra3lle.

3aknioueHue.

NaumeHT SBNSAETCA HOCUTENEM MyTauuu ¢.278C>T resa OTC B reTepoO3UroTHOM COCTOSIHUM

OononHuurensHas MHpopMauus:
pedepeHcHana nocneaoeartensHocTe NM_000531.5

3K30H/MHTPOH

HykneotuaHas 3ameHa

AMWHOKUCNOTHAA 3aMeHa

Ouexka

03

c.278C>T (eemepo3uzoma)

p.Thro3lle.

MyTauus, BbidbiBaoLwas
BoneaHb

OwarHos: JEOULINTE OPHUTWH

TPAHCKAPBAMUWIIASbI




Ne 3

[leBouka oOT 2 OepeMeHHOCTU. 1-a4 6epeMeHHOCTb 3aBepLuMriacb POXAEHUEM
OEBOYKM Yy KOTOPOWM C 1 Mecsiua XXM3HM OTMevanacb netexmanbHasa Chbifb,
MblLLEYHasi TMNOTOHUSA, C 6 MecsiueB- anunencusa. [Mbenb nepBoro pebeHka
npousowsia B 8 mecdues nocne nposeaeHna MPT (passurica nakraT-aumgos,
aekomMmneHcupoBaHHbIn). o pesynstatam MPT nornbwen gesodku: MP kapTuHa
MENKoOo4aroBbiX M3MeEHEHUN BellecTBa H6onbLIMX MOonywapun rofioBHOro Moara,
MO3Xe4YyKa W CTBOSIOBbIX CTPYKTYP KUCTO3HOrO Xapaktepa (BocnanutenbHOW
npupoabl?  OOYCNOBNEHHLIX OOMEHHbIMM  HapyweHusmun?). TaHaemHas
MaccrnekTpomMmeTpusa BbisBuna nosblieHne C4 (A30-6ytupunkapHutmH). OT nart.
aHaTOMMN4YEeCKOro uccriegoBaHus norMbLien godepu poamTenn otTkasasnmce.

Y npobaHpa (BTopon pebeHOK B Opake) C poXAEeHUs Takke oTMedanacb
MbIlLEYHAa TUMNOTOHUS, MNOsIBUNACb neTexuanbHas Cbinb. [aHHbIX 33
nepuHaTanbHY MNOKCUIO HET.

MNMpun ocmoTpe: deHoTun obbivHbIN. [lepmaTornnudmnka — peakasa. OtmedaeTcs

Bblpa>XeHHa4d MblLLEeYHasA TMrNoToHNA, OpTOCT8TI/I‘-I€CKI/II7I aKpounaHos,
netexuvanbHasa cbiNnb B obnacTtu nua " TynoBulla. CHuxeHa an6aBKa
OKPY>XKHOCTW rof1oBbl.

[lo pesynkTtatam npoBedeHHOro paHee obcnenoBaHus: YpoBEHbL TPOMOOUNTOB
HOpMarbHbIWM, UCKMoYeHa TpombouuTtonaTtuda. 1o OaHHbIM  YNbLTPa3BYKOBOrO
nccrnenoBaHus NevYeHun BoisiBlieHO 06 beMHOe 0bpasoBaHme NpaBon 05N MNEYEHN.

O3l- pgaHHbIX 3a anu-cuHapom Het. IKI: Murpauus BoauTenss putma u3
CUHYCOBOIO y3na B MuokKapg npasoro npeacepavs. MukpomaTpuyHbin aHanms
XpPOMOCOM — HOpMa.



bbina 3anogo3peHa natornorma obmeHa, B 4acCTHOCTU
MUTOXOHOPUanNbLHOro okucreHusa. HasHaudeHo obcriegoBaHue:

TMC KpoBM U aHanM3 MOYM Ha YPOBEHb OPraHMYEeCKUX KUCIIOT.
BbissBrieHO noBbiweHne rnokasatens C4 (130-6yTnpunkapHUTUH)
B TMC kpoBu, B MO4Ye 3Ha4YMTENbHO (B 20 pa3s) NOBbILWEH YPOBEHDL
STUNMMAaNoOHOBOU KUCIOTbl, a Takke (B MeHbLUeWn CTENneHu)
NOBbILLEHA KOHUEHTpauus 2-OKCOornyTapoBou, 3-
rmapokcubyTteparta, agunuHoBoW, dymMapoBOKW, [MyTapoBOWN,

METUIIManoHOBOWN, ce0EPUHOBON KNCOT.

YyuuTbiBas gaHHblE aHaMHe3a, KIIMHMYECKOro OCMOTpa, a Takke
pesynbratbl MOSIyYEHHLIX WUCCnegoBaHUM Obll yCTaHOBIIEH
KIMMHNYEeCKUn

OuarHo3: JTtunmanoHoBast dHuedanonatnsa (OMIM:602473,
Ethylmalonic encephalopathy) - HacnegcTBeHHoe 3aboneBaHue C
ayTOCOMHO-PELMCCUBHLIM TUMOM Nepenadun.



HeoHaTanbHbIV CKPUHUHT

o OKY
Bl (ypoBeHb TTI)

« [anakrtosemusa (YpoBEHb
ranakTosbl)

« MB (UPT)
« AIC (17-0O0)

CeneKkTUBHbIN CKPUHWUHT
- TMC




Cnacunbo 3a
BHUMaHue!




