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MexpervoHanbHass Hay4yHO-nNpakTUyeckasa KoHdepeHLms
C MeXAYyHapoAHbIM yyacTMeM K MeXayHapoaHoMmy AH 3awutbl aeten (International Children's Day)

ME)KDMCLIMHHVIHaprIe dCMNeKTbl 340pPO0BbA AeTen u noApPoOCTKOB

rMnornukemun y getein. opmupyem 3HaHUS, paclunpsieM KNMHUYECKoe MblILfIeHne

Pakuukasa EneHa BukropoBHa, AOKTOp MEANLIMHCKUX HayK, AOLIEHT
3aB. Kachepom rocnuTanbHOW u hakynbTeTCKOW NeauaTpun ¢ Kypcom nponeaeBTUKN AETCKUX bonesHen
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AKTyanbLHOCTb Npobnembl rMnornuKeMmYeCcKux
COCTOSIHUU Y AeTeu B neanaTpuu

CywectByeT 0onee 50 atnonornyeckux pakTopoB rmnornMKeMmyeckux CoCTOSHUMN
20 ABNAKTCA NPUYUHAMMU TPAH3UTOPHOrO TEYEHUS TUMOTNIMKEMUK Y HOBOPOXKAEHHbIX
> 25 peunpmnsupyrowero Teyenusa C y aeten n noapoCTKOB

[MnornmkemMun NpMBOAAT K PasnUYHbIM MexaHu3Mbl NOBPEXAAKOLLEro AeUCTBUA TUMOrNUKeMUN

HeBpPONIOrMYeCckUM HapyLieHUAM B ‘
nocTHaTanbHoM KUIHH, CBAAHHIX C YBenuueHMe NPOAYKLMM NakTaTa
MOBPEXAAIOLMM AGTCTBUEM HU3KOTO Pa3BuTHe TKaHEBOro auuao3a
ol bl Bl G fpref = re i 2L eire CHuxeHMe YpoBHS KpeaTuHdocdata u AT B kneTkax Mo3ra
SUDIE [enonspu3auus Mem6paHbl HeilpoHa

TKaHeBble 3NeKTPONUTHbIE HAPYLIEHWA: NOCTYNEHNe Kanus B
OTeK HeMPOHOB, aTPOUs FMManbHbIX IKCTPALENMIONAPHOE NPOCTPAHCTBO
KNneToK , AeMMenuHu3aums benoro BHyTpukneTouHoe nosbiweHne ypoBHs Na, Cl, Ca, akkymynauus
BellecTBa. Basocnasm, BcneacTeue - KMAKOCTY B HelpOHaX
BHYTPUKNETO4HOM runep Cat+, runokcuu BbicBo60XaeHNe CBOOOAHBIX paguKanos

TKaHW Mo3ra, NoBpexaeHne MemopaH AxTnBauua npoctarnaHauHOB, TPOMOOKCAHOB U NIEUKOTPUEHOB
KNneToK




[MocnepcTBUA rMNOrnNUKeMum

HeobpaTtumoe noBpexaeHne MembpaH KneTok ,
ceneKkTUBHas rmbenb HEMPOHOB

> CYAOPOXHbIA CUHAPOM

> 3apepxKa NnCUXOMOTOPHOro pa3BUTUSA

> CHUXeHHble nokasatenu IQ

> HapylleHNe KOrHUTUBHbIX PYHKLIUN

> BTopuyHas aucyHKUMUA opraHoB U CUCTEM
(neyeHu, MMokapaa, cKkenieTHOW MyCKynartypbl)

MexaHusmsr nospexaeHus membpaH KneTok

‘0, t Luro3onbHblii Ca2t
‘ - meduniver.com
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NOBPEXAEHWE MEMBPAHbI

Yem TAXenee 1 NpoAomKUTENbHee rMNOrnMKemMus, Yem mnagle Bo3pacT pebeHka B aedrote
rMNOrNUKeMUK, TEM Bbille PUCK CTOMKUX HEOOPATUMbIX HEBPONOrMYECKUX HAPYLLUEHNH

(M. Shperling, 1999).



Onpeaenexune v gedyuHULMK rMnornukemMmyeckux coctosiium (I'C)

> unornukemust He ABNAETCA CaMOCTOATENbHbLIM 3a00NIeBaHMEM
» CMMNTOMbI FTUNOFNIMKEMUU HecneunPUYHbI
> KINUHUYECKne NPOSABEHNS MOTYT BCTPEYaTbLCA NPU pasnuyHbIX 3aboneBaHUAX

C — naGopaTopHO-KNMHUYECKUIN CUMNTOMOKOMMIIEKC, 00YCNOBMNEHHbIN CHUKEHNEM KOHLIEHTPALMUK MOKO3bI B KPOBM HUXeE
(hnu3nMonoruyeckoro MMHMMyMa, Unu 6bICTPbIM NAAEHUEM IMMKEMUM C BbICOKUX Lp A0 CYLECTBEHHO Gonee HU3KMUX, YTO
CONPOBOXAAETCA NONUMOPKHBLIMU N APKUMMN KITMHUYECKUMU CUMNTOMAMU

MpoaomKUTEeNbLHOCTL 3TUONMOrMYecKon anarHocTmkn npuymH 'C He0OOCHOBaAHHO OTCPOYEHa
pocturaet 1,8-4,8 net

anI‘-IVIHbI HECBOEBpEMeHHOVI NMOMOLLUU N OTCYTCTBUA NAaTOreHeTU4eCKM agekBaTHOro sie4eHus
1. Hannune HepBHO-NCUXUYECKNX HAPYLLEHWUIA, CYAOPOXHOIrO CUHAPOMA, CXOXMX C APYrMMU 3a6oneBaHNsAMM

Anunencus - B 34% cnyvaeB
y 60MbHbIX OWMBOYHO AMArHOCTUPYHOTCA OnyXonu ronoeHoro moara — 8 15%

HeBponoruyeckue 3aboneBaHus BeretatnBHas aucdyHkumna - B 11%
OunaHuedanbHbIn cuHapom — B 9%, lMcuxossbl, HeBpacTeHun — B 3%
2. HeAOCTaTOHHOCTb MHd)OpMMpOBaHHOCTM cneunasiucToB 0 COBpeMeHHbIX MeToAax U afiropuTMax 3TUONOrNYEeCKOU ANAarHOCTUKMW.
MUHUMYM 7 3TanoB nabopaTopHOU ANArHOCTUKK, B TOM YMCE BbINOSTHEHUE MONEKYNAPHO-reHeTUYeCKUX UccneaoBaHum
(reHb1 KCNJ11, ABCCS8 u ap. )
3. OwnboYyHasa TpaKkTOBKAa pe3ynbLTaToOB YPOBHSA MMUKEMUU B BO3PACTHLIX rpynnax

MumHsiinoea H.H., ene3Hsk 0.C., Poeda F0.U., BedepHukoea A.B. LLimakoea O.B. lunozaukemuu y demeii nocsie HEOHaMAAbHO20 Nepuoda: psd 8aMdCHbIX ACIEKMO8 8 KAUHuU4YecKol npakmuke (yacmo 1) //Mameo u Jums. 2021. No3(86). C. 27-35.



KpuTepuu runornukeMmnyeckoro cOCTOSIHUS

Mnornukemus y geTeu - CHUXKeHue
YPOBHSA FHOKO3bl KPOBU HUXeE

2,8 mmonb/n

> Y BOHOLEHHbIX HOBOPOXAEHHbIX
< 2,2 mmonb/n

> Y HeJOHOLLEHHbIX HOBOPOXAEHHbIX
< 2,0 Mmonb\n B nepBbie 3 Yaca XKU3HU

CumnTombl U NMPU3HAKU TUNOTNMUKEMUNNA

AppeHepruyeckue

Taxukapaua

Mugpuas

BecnokoiicTeo
ArpeccuBHOCTb

Opoxb

TowHoTa

'Mnepcanunsauma

Owvapes

ObunbHOE moyeuncnyckaHune

XonunHepruyeckue

* XonopaHbi not
*  CunbHbIM ronog,
* [lapecTte3nn

SHaokpuHonorua U.U. flepos, A. MenbHu4eHko, B.B. ®apees 2015

PasgpasurenpHocts PacceaHHoCcTh Taxurapaus Tonoskaa 6onb

HeilipornukoneHuyeckue

AcTeHuns

CHUXKeHMe KOHUEeHTpaunumu BHUMaHUA
lfonosHas 6onb

YyBCTBO CTpaxa

CnyTaHHOCTb CO3HAHMUA
[e3opueHTtauua

fannounHauum

AmMHe3ua

HapyweHue co3HaHuA

Cypoporu

Peuesble, 3pUTe/bHbIE, MOBEAEHYECKMe
HapyLeHua

Koma

Fonosokpysuenne Tpesoxuocts

% "&j § £




[Toka3aHua K CPpO4HOMY onpeaeneHno ypoBHA rnmkeMmn B KNMUHUYECKOW NPaKTUKe

KliMHnW4eCcKkue CUMNTOMDI

» HapyweHue co3HaHus (nobou cTeneHwm)

» PBota 1 cpbirnBaHus

» [unapes

> bonu B XuBote (Mnu BbipaxeHHOe 6eCNOKOWUCTBO)
» [unotepmus

> ApTtepuanbHas runoTOHUSA

» HapyuweHue cepaeyHoro putma
» Cypoporu
> JKCUKO3 (nobou cTeneHnm)



KnuHunyeckue nposassieHUA runornnkeMmn y HOBOpoXaeHHbIX

mMo2ym npomekamb «6ecCUMNMOMHOY , KITUHUYECKUE NPOosieIeHUsi CUMNMOMbI HecneyughuyHbI U pa3Ho06pasHbI

Haunbonee yactble KNMHMYECKUE CUMNTOMBI

Ma3Hble CUMNTOMbI: «NNaBakoLMe» KPYroBble ABMKEHNS a3, HUCTArM, CHUXEHNE TOHYCa rMasHbIX , e
MbILLL, 1 MCYE3HOBEHME OKYnoLiedhanbHoro pednekca -

Cnabblil BbICOKOYACTOTHBIN NPOH3UTENbHBIN HESMOLMOHAMNBHbINA KPUK, UICHE3HOBEHNE
KOMMYHWKabenbHOCTH, CnabocTb, CpbIrMBaHWS, aHOPEKCUS, BANOCTb, BeJHOCTL ABWXEHWUA UK TPEMOP,
nogepruBaHusl, NOBbILLEHHas BO3BYAUMOCTb, pa3apaxuTensHOCTb, MOBbILLEHHBIN pednekc Mopo

MeHee 4YacTble KNMHUYECKME CUMMNTOMbI

PutMuyeckuin Tpemop

[NoBbILLEHWE MbILLIEYHOTO TOHYCA W NepuocTarbHbIX PedhnekcoB, pednekcoB HOBOPOXAEHHbIX
Cynoporu

AnHo3

LinaHo3: nepropasbHbIi, 06U U aKPOLMaHO3

HecTabunbHOCTL TemnepaTypbl Tena, rmnotTepmus

Taxvkapans n TaxunHos

ApTepuasbHas runoTeHsus

BAXHOCTb AHAMHE3A

[lepeyeHb npenapatos, NPUMEHSEMbIX BEPEMEHHON 1 KOPMSILLEN PYab0 MaTEPK, Hanbonee YacTo
BbI3bIBALLMX «NEKAPCTBEHHBIE» TMMONIMKEMUM Y HOBOPOXOEHHbIX: (fv)TopXI/IHOJ'IOHbI, neHTaMuauH, f-
briokaTopbl, nHrMbuTopsl AMN®, npoTMBO3INUNENTUYECKMUE NPenapathl (Banbnpoesas Kucnota, PeHnTOmH),
aHTMaEenpeccaHThl




Ha6opaToprle U KITMHUYECKUEe npodaBIsieHUA runorrimnkeMmn 'y oeTen u NnoAPOCTKOB

CHuXeHune ypoBHSA rnukeMum < 3,3 MMOnNb/n - conpoBoxaaeTca He TonbKo peakumen LUHC, Ho 1
aBTOHOMHOW HEPBHOW U 3HAOKPUHHON CUCTEM, hOPMMPYA PA3HOOOPA3HYIO KIMTMHNYECKYHO KapTUHY

Mmnoramkemua | MMokazarens raloKoMeTpa, CumnTompl
CTaguM MMOk/ A
TPeBOKHOCTD, TOWHOTA, TOA0A, 03HOD,
JNlerkas Hwe 2,8 OHEMEHHe ry0 1 NanbLEes Ha pyKax,
TaXMKaPAWA
MpoBnembl € peybio, KOHLLEHTaLIMEN,
MbILUAGHHEM, ABIKEHMEM. [010B3 CHABHO
CpepHas HuKe 2,9
DOMMT U KPYKUTCA, BO3HMKKT Npobaembi co
3peHmem
Cyzoporu, noTepa co3HaHMA. CHUKEHMe
Tamenas HuKe 2, 2 TemnepaTypbl Tena. Boamomex

INUNENTUYECKUH NPUNZ0K, KOMa

He xBaTaet Bo3gyxa

KonoTtutcs cepaue

bpocaeT B not

TOLWHUT

~~ KpyxwuTcs ronosa

= 3HO6MT unun
6pocaerT B ap

[ApoxaT pyKu
/

OwyueHue
HepeanbHOCTU



Knaccudmkaums runornnkemmi
Mo BpeMeHU NPoABNeHUs

Bo3HMKaloLlas HaToLWaK (TowlakoBasi,
ronogoBas UNu CNOHTaHHas)

TowwakoBbIN FMNOrMKEeMUYECKNIA
CUHAPOM MHULMUPOBaAH
OpraHM4yecKon naTonornen, npu
KOTOPON MMEeT MeCTO CeKpeLms
WHCYNNHA U/MNKU MHCYNTMHONOAO0HbIX
cyOcTaHUu B aBTOHOMHOM pexume,
He3aBMCMMO OT YPOBHSA FMIUKEMUNK

MocTnpaHananbHas, BO3HUKaloLWas

yepes 2-4 4 nocne eabl
(peakTMBHaa UM anMMeHTapHas
FMNOrNMNKEeMMS)

HabnopaeTca Npy pasnnyHbIX
COCTOSIHUSIX, OCHOBHOM
naToreHeTU4eCKom 0COOEHHOCTLIO
KOTOPbIX ABNAETCA AucbanaHc n
paccornacoBaHHOCTL NPOLECCOB
MOCTYNNEHWUA rMIKO3bl U3 KULLIEYHMKA C
AaencTemeM hakTopoB, perynupyrowmx ee
nnasMeHHbIN YpOBEHb




OedekTbl Ha NOOOM M3 3TAaNOB roMeocTa3a rMKO3bl U ero perynauum moryT
NPUBOAUTbL K Pa3BUTUIO FUMOrNIMKEMUYECKOro CUHAPOMA

B 3aBucMMOCTH OT nPUYNH BOSHNKHOBEHUA rTMNOrinmkeMmu KﬂaCCI/I(#)I/ILI,VIpyI-OT Ha

* CBfi3aHHble ¢ AedmUMTOM cyOCcTpaTa OKUCEeHus

I[',aHHbIe COCTOAHUA — pe3ylibTaT HECOOTBETCTBMNA BbICOKUX MeTabonu4eckmx I'IOTp66HOCTeI7I NPU HE3HAYUTETTbHbIX
3dlacax BEeLEeCTB, HeO6XO,EI,I/IMbIX Angd rrnoKOHEeOoreHe3a.

 CBA3aHHbIe C M30bITOMHOM NPOAYKLUMEN UHCYNNHA

BO3HWKAOT MPU BPOXAEHHOM rMNEPUHCYNMHU3ME (NEPCUCTUPYHOLLIE TUMNEPUHCYNIMHEMUYECKNE TUNOTTIMKEMMUM
HOBOPOXAEHHBIX), MPUYMHON KOTOPOTO SBNSAKTCS MYyTaLMW rEHOB, OTBETCTBEHHBIX 3a paboTy B-KNeTokK
NOMYKENYI04HON Xene3bl, Y MHCYNIMHOMAX, YTO SABMSETCS KpaiiHe PeakiM COCTOSHUEM B AETCKOM BO3pacTe.

«  flTporeHHble — MHCynuHoTepanus, nevyeHue CL

e TpaH3MTOPHbIE FMNEePUHCYNIMHEMUYECKME TMMOrnMKeMUnU HabnoaaTCs y AETEN, POXAEHHbIX B achuKcuu, C
nnabeTnyeckomn petonaTuen, npu eTtansHoM apuTpobnacrose.



[[MNnepuHCYNUHU3M
P y Cunapom bekButa — BupgemaHHa

* 'vnepuHcynuHemnyeckue runornmkemum (M)

OuddysHas runepnnasma B- KneTok
AyTOCOMHO-AOMUHAHTHbIW TUN
HacneaoBaHUA
YacToTa- 1:13 700 HOBOPOXAEHHLIX

ABNATCA CrneacTBnem runepnpoaykumum NHCyImHa
* [epcuctupyrowme

NPy BPOXXAEHHOM TMNEPUHCYNMHU3ME

dTnonorusa

NHCYJIMHOMaX
MyTtauus unu geneums B nokyce 15p15.5

e TpaH3UTOpHbIE
MnepuHcynuHemus

Mnepnunupemus
MMnokanbunemus

CUHAPOMB!

beksuTa — BuoemaHnHa, anabeTnyeckoin hetonatiu,
3aTSXKHOWN HeOHaTarbHbIV MUNePUHCYIIMHU3M

MnornukeMuns ymepeHHasi, CaMoONpou3BoOJILHO UCYe3aroLas BO BTOPOM MONyroamm.

Makpocomus, BUcLepomeranus, renaTocnineHoMeranus, nynoYHas rpbika, XxapaktepHaa 6o0po3aa Ha MOYKe yxa, aCUMMETPUYHbIN POCT OAHOM
WNN HECKONMbKMUX YacTeun Tena/opraHoB (remurunepnnasuns), aHomanum pasBUTUA NoYeK.

YcKkopeHue KOCTHOro Bo3pacTta, BpOXAeHHbIe NOPOKM cepALa, IMOpMOHanbHbIe ONyXonu, 3afepKKa YyMCTBEHHOrO pa3BUTUSA, FTMNOTOHaAU3M,
KPUNTOPXM3M, aHOMANUMN Pa3BUTUA MaTKM.

Hanbonee Yactaa komopbuaHas xusHeyrpoxatroLas natonorua- renatobnactoma, onyxonb Yunomca, pabaommocapkoma, aapeHoKopTUKanbHas
KapuuHoMma, HempobnacToma.



bonesHb KnNeHoBOro cupona (BanMHoneuyMHypus) EOJIE3HD

KJIEHOBOI'O CHPOIIA
MyTtauus B reHe 1p21.2, g14.4,19913.2

ﬂospex,nerme ronoBHOro Mosra

1:225 000 ayTOCOMHO-AOMMHAHTHBLIN TUN HacneaoBaHUA | o

P MoepexaeHne KocTen

« pedekt meTtabonuama nenumnHa, U3onenUmHa U BanuHa

MNospexaeHne NeYeHn

OBycnoeneHa HEAOCTATOMHOCTLI) AErMapOreHasbl 0-KETOKUCIIOT ( e A e alabiaa

 [IposiBNEHUSA: rMNOrMnKemMmns, KETOHYpUs, KETOHEMIS, PBOTA, XapaKTEPHbIN
3anax mouu, Tspkenoe nopaxerue LIHC.

* JleNUMHOBYIO TUMONMKEMUIO MOXHO 3aM0A03pUTb, KOrAa Nnocne npuema
edbl C BbICOKUM coaepKaHueM 6enka BO3HMKAOT PUTMAHOCTb MbILuL,
cyaoporu, 6neaHocTb, NOTAUBOCTbL, NPOrpeccupyoLLas runotTpodus,
pBOTa, Neaprus, koma

 [unornukemus, keToHemus/ypus,

bBones3Hb «KNEeHOBOro cupona» Mo4un

* Koma * Ketoauupos
* PBota * Munornukemus

' ﬂ"arHOCTquCKMﬁ TeCT * OtcyTtcTBue uHtepeca * MnepammoHunemus

K OKpy>XatoLiemy
* AnbTepHupyowlee

npoba Ha YyBCTBUTENBHOCTb K NIenUmMHy (nenumH B go3e 150 Mmr/kr per os, el

MbILWEYHOro ToOHyca

NPV NOBLILLEHUN YYBCTBUTENBHOCTM K NEALMHY COAEPXaHme roko3bl B - s
KPOBM CHIKAETCS, YPOBEHb MHCYIMHA — NOBbILLIAETCS) SO




CvHAPOM KETOTMYECKUX FTMNOrnnKeMun Tpebyet
UCKINIOYEHUA 3HOOKPUHHBLIX 3ab0neBaHUi

,‘ | Sy ‘ . - Y |
CaxapHbIv anabeT (nepeno3npoBKa WHCYNMHA, CaXapoCHKAIOLUX CPEeaCTB, A, . q,d

VIHCyJ'IMHOp63VICTeHTHOCTb).

AAANUCOHOBA BOJ/IE3HB

MepBMYHaA HeaOCTATOUYHOCTb 4 BropuuHas
kopb! HI HeJoCTaTo4HOCTb Kopbl HI1

HepnocTaTo4HOCTb BbIPaOOTKM KOHTPUHCYNSAPHLIX FOPMOHOB “ ' g 4

TunnyHo: ¢ 1,5—2 neT oTMeYaoTCs ann3odbl KETOTUYECKUX TMNOTNIMKEMUN, Kak

e[TopaeHue Unu Nnoxoe Mepeaxss aons runodusa

NpaBwuno, B yTPEHHME Yacbl W/mMnn Ha POHEe MHPEKLIMOHHBIX 3aboneBaHui. (DYHKLOHWDOBAHME CaMOii Kopi MPOUSBOAVT HEAOCTATOHHO
HaANOYEYHMKOB aﬂpe?zg?_;wﬁggﬂxg HrggMOHa
B rpynne pucka getu, nonyyaroLme onutenbHble Kypebl MPOTUBOCY40POXHON - ettt v ke,

Tepanuu 6e3 agpdhekTa, MMeELOLLMEe YKa3aHWUs Ha ANUTENBHYIO XKENTyXy B
HeoHaTanbHOM Nepuoae, NoBbILEHWE pakunii BUNMPYBMHa 1 NEYEHOYHbIX
TpaHCamnHas3.

bone3Hb AaMccoHa, ayTOMMMYHHbIN aApPeHanuT — HeaoCTaTOYHOCTb
(PYHKLMM HAZMNOYEeYHNKOB CONPOBOXAAETCS rMNOTEH3NeN 1 rnornukeMmnen.

Hannune 3®P u KeToTUYeCKUX rMNOrnNMKeMUNn SBNAETCS NokasaHnem K
UCKITOYEHUIO JednumTa ropMoHa pocTa W ApYyrX TPOMHbIX FOPMOHOB
rmnoguaa.

KapnukoBocTb JlapoHa - Bbicokuit ypoBeHb HeakTBHOMO [P, CnoHTaHHbIe
MMNOrMUKEMUK, (OEHOTUN ; OTCTaBaHMe B POCTE, MMMOMNIIa3unsa HMKHEN YEnoCTy,
CeanoBuaHbIN HOC, BbICOKWIA FONOC, NOMOBOMA UHAAHTUIM3M (CM. (POTO)




OYHKLMOHANbHbIN TMNEPUHCYTTMHN3M NPYU
OXUPEHUM

U36bITOK Macchl Tena v oxupenns - CyLiecTBeHHas NpUiMHaon
PaCMPOCTPAHEHHOTO B AETCTBE 1 NOAPOCTKOBOM BO3PaCTE PasfnyHbIX
dhopm BcneacTere dyHKLUMOHAMNBHOIO MNepuHCYIMHU3MA.

LleHTpanbHyo No3nLuio B 3TUX NpoLieccax 3aHMMatoT Sapa 3afHero
rnotanamyca — «nuLLEeBO LEHTP», N3MEHSIIOLLMX NULLEBOE MOBeeHNEe
YenoBeKa, OLLYLLEHIEe YyBCTBA roroAa Ui HachILLEHNS.

HapyuweHue cekpeuumn Henponentupa Y, runepnuntuHemus,
NenTUHOPE3UCTEHTHOCTb

CHuXeHue YyBCTBUTENBLHOCTHU B3-aApeHOpeLIenToOpoB XKUPOBOW
TKaHM K CUMNaTOMUMETUKAM (aapeHanuH, HopaapeHaniH)

CHMXeHMe CeKpeLuu rmKaroHa

WUcknounTb caxapHbivi gnadet 2 Tuna!

PeuenropHasi, CUrHajabHAas
Helpomeduamopsbi - Heliponenmuodbl

)

Heuponenrtug Y, cuHteanpytoluics B
runoTanamyce, SiBNAeTCA MOLLHbLIM
CTUMYINATOPOM MULLIEBOrO NOBEAEHNS.
Kpome Toro, oH cuMtaetcs ogHuM ua
aHTUCTPECCOBbLIX CPEACTB HEPBHOM
CUCTEMBI.




MnornukeMmn Nnpyu COMaTMYeCKON NaTonoruu

« 3aboneBaHuA KMLEYHUKA M NOMKENYA0YHOW Xene3bl, C

HapyLleHMeM nepeBapuBaHuA U BCcacbiBaHWUA yrneBoao0B:
NHEKLMOHHBIV 3HTEPUT, BbIpaXeHHas nuLleBas anneprus, XPOHNYecKui
naHKpeaTut

d CVIHD,pOM HapPyLlweHHOro Kuwe4yHoro BCaCbiBaHUA ancaxapuiasHas
HEOQOCTATOYHOCTb, LENnnaknua, MyKOBUCLMO03, SKCyAaTUBHAA SHTEPOMATUA.

« Onyxonu BHe NOMKeNyA0YHON Xene3bl — hubpoMbI, CapKoMmbl,
HEMpPOMbI- NMeYeHOYHO-KIeTOYHbIN pak, OMyXosin Ha4MnoYeYHNKOB, BCeaCTBUE
noBbILLEHHO BbipaboTku UTMOP

» 3aboneBaHuA NOYEK ¢ HapyLieHeM peabcopbLm TMoKo3bI - NoYeyHas
[IIOKO3ypust, TydynonaTum

« 3aboneBaHUS NEYEHW: LUMPPO3, XPOHUYECKMIA renaTuT, X1poBas
HeanKkorosnbHas 6onesHb 0one3HbL neyvyeHn

* Tskenoe Te4eHUe UHPEKUMOHHbIX 3aboneBaHuit
HECOOTBETBWE PECYPCOB NPU NOBbILLEHUN NOTPEOHOCTM B SHEPTUK

* HacneactBeHHble 3a00N1€BaHUA B OCHOBE KOTOPbIX NEXMUT HapyLUeHe
obMeHa yrneBodoB: MMUKOreHo3bl, arnmkoreHo3bl, HEA0CTaTOMHOCTb PEPMEHTOB
(pyKT030-1,6-anocdartassl, rmoKo30-6-ocdartasbl U Apyrue




OucperynAaTopHbIe rMNOrnMKeM1Mn y NnoapoCTKOB

CuHapom BeretatuBHo-cocyaucTon guctoHuu (BCH) - runeptonyc
n.Vagus ¢ runepuHcynMHeEMEN Npy BereTaTUBHbLIX KpU3ax Ui naHUYecKmnx
aTakax

XpOMOCOMHbI€ ¥ HacneacTBEHHO/reHeTMYecKkne CUHAPOMbI

BabuHckoro-®penuxa - Hapsay ¢ BaryCHO-MHCYNAPHBIM KOMMOHEHTOM
naToreHesa, 4acto UMeeTCs OUCHYHKUMSA Unu NOBPEXOeHe ageHormnoguaa,
peduuut CTT, AKTT, TTI, kopT3ona n TMpeoMAHbIX FOPMOHOB

CuvHapom KnewnHe-JleBMHa — «cnsLieii kpacaBuLbl» - TMNEpPCOMHIS,
anaTms, «CyXxeHue» CO3HaHus, OynmMnest 1 arpeccBHOCTb, XPOHUYECKas
[UNOrTIMKEMUS MPKU NMOBPEXOEHUN runoTanamyca v noBbILLEHHOM TOHYCE
napacumMnaTn4eckom HepBHON CUCTEMDI.

CuHAPOM LUMKIMHUYECKOWN aLleTOHEMUYECKON PBOTbLI — Y aeTeil
OOLLKOMBbHOTO W LLKOMNBHOMO BO3pacTa, XapakTepuayeTcs Nepuoanyeckumm
NPUCTYyNamm pBOTbI C 3aNaxoM aleToHa B BblObIXaEMOM BO3ayXe U
BbIPaXXEHHOW KETOHEMUEN W KeTOHYpuen. Cpean BO3MOXHbLIX NPUYNH -
SH3UmonaTiKn, 06yCroBneHHble Mymayusimu MumoxoHdpuansHou JHK e
nokycax 16519T u 3010A.

TpeBOXHOCTb

MoTAnBOCTb

bonb B XXuBorte

M3meHeHus faBnedns bosb B cepaLe Aputmus

CumMmnToMbI BereTto-
COCYANCTOUN ANCTOHUN

FonoBHas 60Jib Cnaboctb

FfonoBokpyxxeHne

CIISIIASI KPACABUIIAY

IIPHYMHHEBI
ITPH3HAKH
OIMTACHOCTbH
AHATHOCTHKA
JAEYEHHE

CUMHAPOM KJIei&Ha-JIeB?.

CUHAPOM
BabuHcKoro-
Ppenunxa




ﬂTpOFeHHbIe rmnorianKkeMun

» [K, cBA3aHHbIe € OTpaBJ/IeHNAMU

anKkoronbCoAepxallme BeLlecTsa
acrnmpuH

B-6riokaTopbl

Cunapom Pes (Pene)

bormesHb [deTem UM MOAPOCTKOB, MpoTekawwas ¢
aNUNenTouaHOW  3HUedanonatuen,  renatomeranven,
KNPOBOW AMCTpOduen opraHos. [MNOrnMKeMns npoTekaeTt
C PBOTOM, HApYLLUEHWEM CO3HAHWS U AbIXaHWS.

meeT MEeCTO necuunt [NOKOHEOreHesa ]
Manbabcopbuusi, BCNEACTBME OUCTPOGMM MEYeHn W
KMLLIEYHWKA.

CuHapom Pes

BosHukaeT npeumyllectseHHo y geten 1-10 net, nog BnMsaHWEM
BMPYCHbIX MHADEKLMA (BETPSIHASA ocna, rpunn 1 Ap.) 1 MHTOKCUKaLIMK
( B mepByw o04yepedb aIOTOKCUHOM, aUeTUICanuUMnoBou
KCMOTOW), npeactaBnsieT coboil BapuaHT OCTPOro  TEYEeHMs
KMPOBOTO  remaTto33a C  pasBUTMEM  TSDKENOM  MOpTasibHO-
NeYyeHOYHON HeJOCTaTOYHOCTH.

OBHapyxeHo TSHKEnoe n3buparensHoe NOBPEXOEHNE
MUTOXOHZPUN TeNaTounUTOB C HapyWEHWEM MWUTOXOHAPWASIbHOMO
oTpeska  umkna  obpasoBaHuMs  MOYeBWHbl  ((hEpPMEHTHI
kapbamoundocdarcuHTeTasa "
OpHUTUHKapbamounTpaHcdepasa), 4YTO MPUMBOAMT K  PE3KOMY
MOBLILLEHNIO YPOBHS aMMMaKa B KPOBU, MCYE3HOBEHMIO LNTPPYNMUHA
B MEYEHW, SHLUedanonaTum, rmnorimkemMumn, poTe




MnornukeMusi npu 6onesHsx Hakonnenus rnukoreHa E 74.0 rnmkoreHo3bl

HacnencteeHHble 60me3Hn, B OCHOBE - FeHETUYECKMIN AedeKT NPoM3BOACTBA (hePMEHTOB, MPUHUMAIOLLMX y4acTie B MeTabonname
yrMeBO/OB.

YacTota 1: 40 000 12 TIMOB ~ @yTOCOMHO-PELMCCMBHbIN TUM HACNeA0BaHNS

XapaKkTepHbIN 00LLKiA NPpU3HaK — HeBO3MOXHOCTb NpoLiecca CMHTe3a U pacnapa rnuKoreHa, YpeamepHoe OTNOoXeHWe FMUKoreHa
B MUOLIMTAX, renaTouuTax u Apyrux Knetkax opraHusma

KrinH14eCcknin CUMNTOMOKOMMIIEKC C POXOEHUS:

FMNOrnMKeMUA HaATOLWAK Unu noctabcopbumnoHHan 0,6-3 Mmonb\n
renaTomeranus

MbILeYyHas cnabocTb

neyeHoYHas, cepAaeyHas, abixaTenbHas, No4YeyHaa HeAoCTaTOYHOCTb.

JTabopaTopHas gnarHocTumka:

nakraraumaos — MonoyHas kucnota 3-10 Mmosb\n, yBenuyeHne nokasatenen Tpurnuuepuaos, obulero xonectepuna, JIMNHI, JINOHTT,
MOYEBOW KUCMOTbI, NEYEHOYHbIX (DEPMEHTOB.

BUOXMMMYECKNIA aHaNN3 KPOBU, MOPONOTMYECKOE UCCRea0BaHNe OMONCUITHOTO MaTepuana MblLUL 1 NeYeHn, onpeaenexme
aKTUBHOCTU (DEPMEHTOB, MOMEKYNAPHO-TEHETUYECKIE TeCTbI. JleyeHne 0CHOBaHO Ha NevyebHOM NUTaHWUK, MeaMKaMEHTO3HOM

KOppeKLu1 MeTabonmnyecknx paccTpoMCTB



TunbI FMUKOreHO030B, CONPOBOXAAIOLWMXCA TMNOrNMKeMUen

Tun 1mKoreHosa,
HasBAHHE OOJICHHH

I 1w, Gosesns
I'upke
Il tu, Gonesus
MeyeHOYHbLIe Homne
| ¢popMbl
[unornukemuns + Il twn, Gostests
L f Mopbica, win
. Doneznn Kopu
MellaHHble
(bopMH IV tun, Sosesnin
AHJIEpCEHA
[unornukemus -
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\., Vo, BosesHb
\ Mak-Apiuia
Mb||_uel.||-||,|e VI 1w, Bosestn
. ¢hopMbl Lo
M VII Tun, Oonesus
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\
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\
\ IX tin, Gomestb

Xara

Monekyspias mpHumHa
0o/tesHH
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(pocharasel

Hedmmr kucaoi o-1,4-
IIFOKO3HIA3B

[oamoe wm vactay-
HOC OTCYTCTBHE aK-
THBHOCTH aMUJI0-
(1->6)-1110K031Ia3H
(M) TIMKOTeHBEeT-
BALICTO (pepMeHTa
Oreyrersre | 4-rio-
KaH=0-0-TI0K0 311 -
rpancdepashl

Hepocraroutocrh
(hochopuaazbl MBI
HenoctarognocTs
thocthopmwiainl neueHu
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MBIITIIL

Henoctarounoctsh KM=
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Crpykypa
ITHKOTE T

HopmaiibHast

Koporkue Muoro-

YUCJICHIIBIC BHCII-

HHE BETBH (JIMMHT-
ICKCTPHIT)

JlvHnbie BHENIHNE
H BHYTPEHHMC BCTBH
¢ MaJIBIM YHCITOM
TOUEK BETHICHUS
(AMHJIOTICKTHH)

HopManpnas
»
»

»

W

OCHOBHBIC OpTaHbI,
TKAHH H KJICTKH,
JCTICHHP YIS

IJIMKOICH

[leuenn, noukn

leyenn, ceesenka,
MOYKH, MBITIIBL,
HEepBHAS TKAHb,
IPUTPOLIHTE

[ leuens, MBITIILL
JICHKOLMTHI, 3PHTPO-
HUTHI

[Tedenn, MBITIIH,
JICHMKOLIMTH

CKeJIeTHasd MYCKY-
JaTypa

| leycHpb, TeHKOIATEH

[leuenn w(HIH)
MBI

Muitsl, spurpo-
[MUTHI

[ lcucHb

DNEKTPOHHbIN

Girke ®oTo Tpa

Glycogen storage disease type 1

Clinical features

GSD1a/GSD1b

Short stature - delayed puberty
Liver and kidney enlargement
Fasting hypoglycemia
Hyperlipidemia and hyperuricemia

Chronic renal disease
Liver adenoma
Osteoporosis

GSD1b

Neutropenia/Neutrophil dysfunction
Recurrent infections

Inflammatory bowel disease
*  boxesns ['upke.

*  boaesus Kopu.
*  boae3sun Aujgepcena.

'3@!5? o

e

Quvvgr il ramisine
Dl o et

Pucywox 2. Comarrosta Gonosea liswe (2o F, Netter, 2001)

L

I'uakoreno3st OPOABIIAKOTCA A30BITOUHBIM HAKOTLICHHEM
IKOreHa, B pesyiabrare y GONBHBIX OTMEUAeTCA HIOTIIHKeMA.

ww/http://vse-pro-geny.com/ru_disease_type_autosomno-recesuvni-hvoroby_1_Hvoroba-

HenopTupoBaHo hitps://ru.wikipedia.org/wiki
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bonesub M'mpke Tnla  (1:100 000) Men kapTUpoBaH Ha 17¢21.31.

AyTOCOMHO-PELMCCUBHBIN TUM HacnegoBaHus ,00ycnosneHa mytauusamm B reHe G6 PC, kogupytoLeM rnoko30-6-pocdatasy, NpuBoaNUT K HEAOCTAaTOYHOCTH
(hepMeHTa B NMEYEHM, NOYKax, CAN3UCTON 0BONOYKE KULIEYHWKA, B OCTPOBKAX B-KNETOK NOMKENYA0YHOM XeNesbl U XEeNYHOro ny3bipsi.
briokaga rntokoHeoreHesa, HakomneHWe rMKoreHa, nakrarta, HapyLUeHne OKUCNEHUS KMPHbIX KUCNOT, MUNePTPUrIMLEPUAEMUS, TMNEPYPUKEMUS

KrinHnyeckue cumnTombl:

C POXOeHMs OTCYTCTBME anneTuTa, pBoTa,
MNOrnnKkeMnyeckne cygoporu,

koma. [NporpeccupyroLyee

YBenu4eHue neyYexn ,

Hedpomeranua BcrneacTene

[TIMKOreHHOW MHTOKCHKaLWW.

OtcraBaHne OP —pocTa, Macchl,
BblpaxeHHas AnCnponopLnoHansHOCTb:
KYKONbHOE NL0, borbLLas ronosa,

KOPOTKas LUes 1 HOrW, MblLLeyHas rMnoToHMS,
3agepxka nonosoro u HIP passuTus npu
yoosnetsoputensHoM HIP, neroyHas
runepTeHamns, nofarpa, HOCoBbIE KPOBOTEYEHMS

bonesub Mupke TMna Ib - Mytaumn B reHe SLC37A4 npusogat Kk gedmumty chepmeHTa TpaHCNoOKasbl FNHOK030-6-chocaTasbl
(aedomumt TpaHcnopTtepa) ¥ coctaBnsAT NnpuMepHo 20% 3abonesaHuil.

IneKTpoHHbIN pecypc www/http://vse-pro-geny.com/ru_disease_type_autosomno-recesuvni-hvoroby_1_Hvoroba-Girke
®oT0 TPaHCNOPTUPOBaHO
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NedekTbl HacnepcTBeHHbIX pecthekToB 0OMeHa B-okucneHus
XUpHbIX Kucnot (OXK)

[pynna HacneacTBeHHbIX 3aboneBaHMn oOMeHa BelwecTs - bonee
20 Ho3onornu4yeckmx opm.

XapaKTepusnpyrTCS CXOXMM NaTOreHe30M C HapyLUEeHWeM KOHBEPCUM
CBODOHbBIX XMPHbIX KMCIOT B aLeTur-KoA, Heobxoaumoro ans
NpoayKUMM KeTOHOBbIX Ten (KT)

[Tpn nx HegocTaToyHou cekpeumn KT nponcxoaut n3bbIToOYHOE
noTpebrieHue rnKo3bl TKAHAMU OpraH1M3ma, 4To NPUBOAWUT K
UNOrNUKEMUMN.

Brok aTanoB MUTOXOHAPUANBHOrO OKUCIEHNS XUPHBIX KUCNOT
3aBepLUaEeTCH HAaKOMMEeHWEeM B TKaHAX MPOMEXYTOUYHbIX NPOAYKTOB
peakunn, hopMUPYHOLLMX KpaHe BapnabunbHYy0 KIMHUYECKYHO
KapTUHY.

3aboneBaHne MoxeT MaHMecTMpoBaThb B NOOOM Bo3pacTe,

y 70% naumeHTOB nepBble CUMNTOMbI OTMEYAKTCA B
HeoHaTanbHOM nepuoae

OBLLA#A CXEMA LIUKNA B-OKUCNEHUA XWPHBIX KUCIOT

poal
_ = = =» CH, "AUCH, - CH, - CH, - C~SKo Aur-KoA
Jé C=n
' FAD
I' deaudpoeeHasa
! FAD-H, = 2AT®
' 0
: B i
. CH, N~ CH, - CH = CH - C~5KoA Enoun-KoA
|
|
: audpamasa i/‘ H,0
[-Oxucnenne OH 0
I
: CHy\A~ CH, - CH - CH, - C~SKoA B-Tugpoxcualun-KoA
|
: NAD*
| deaudpoeeHasa
: NADH+H*=> 3 AT®
| 0 0
| Il |
: CHSW CH2 -C - CH2 - C~5KoA &KGTOQLMH'KOA
|
: HSKoA
J muonasa
\
\ O o

Yo 1 I
S CH3 \~/CH, - C~SKoA + CH, - C~SKoA
C=(n-2)
Utk 12 AT®

INeKTPOHHbIN pecypc www/http://vse-pro-geny.com/ru_disease_type_autosomno-recesuvni-hvoroby_1_Hvoroba-Girke
®oT0 TPaHCNOPTUPOBAHO
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Oedoununt dhepmenta aumn-KoA gernaporeHasbl XXUPHbIX KUCIIOT C KOPOTKOW, CpeaHeN N 04eHb ASIMHHOW
yrnepoaHou LienbHo — HacneacTBeHHOe 3aboneBaHue U3 rpynnbl AeheKToB MUTOXOHAPUANLHOrO B-
OKUCNEHUS XUPHbIX KNCOT

* E71.3 - Hapywenus obmeHa X1pHbIX kucnot O6uwan cxema LMKNa B-OKUCNEHUA KUPHBIX KUCNOT
L 0
L'IaCTOTa 1 -5 000 \9 000 P -bCHs V\/CH2-C£2-C:2'(!;I"SKOA Al.lMﬂ-KOA
e C=n
¥ FAD
! deaudpozeHasa ﬁ o
Knuhuyeckune hopmbl 60nesHm | O
\ B I
* CUCTeMHas 3aboneBaHWe ¢ NopaXeHneM cepala 1 neYeHu | AR Y s S REmE
* NeYeHoYHas dopma ? R, ‘ﬁ @
. f-Oxucnenme ?H 0
Muonaruyeckas popma i CHyx A CH, - CH-CH, - C-SKoA B ugpoxcHaun-KoA
o cpokam nosiBneHus NepBbIX NPU3HAKOB : | s NAD*
1 : e2udpozeHasa NAOH+H = 3 ATO
* HeoHaTanbHas ( 72 60MbHbIX); : L .
4y | B I
* peTcKan ¢ MaHudecTaumen Ha NPOTSHKEHWM NEPBbIX ABYX NET : Bipvu el iy TR ok
X13HM (okorno 40% BorbHbIX); : m*},sg,ggs,ﬂ
* no3pgHAna (meHee 10%) ; :
>~ === CH, “\~/CH, - C~8K0A + CH, - C~SKoA
C=(n2)

WK 12 ATO

INeKTPOHHbIN pecypc www/http://vse-pro-geny.com/ru_disease_type_autosomno-recesuvni-hvoroby_1_Hvoroba-Girke
®oto TpaHcnopTupoBaHo hitps://ru.wikipedia.org/wiki
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aTuonorus

MexaHunam

[laToreHe3 popmMmpoBaHmMS
CUMMTOMOB W CUHOPOMOB

[TpoBoumpytoLme
MNOrnnKeMuIo
(aKTopbl

[ebtoT

MyTtauusa reHa ACADVL, kogupytowero auun-KoA gernaporeHasy XupHbiX KUCNOT C O4EHb
OJIMHHOW YrNepoaHoN Lenbto

Neununt aunn-KoA aernaporeHasbl XUPHbIX KUCIOT € O4eHb ANMHHON YrNEPOJHON LieNblo ===
Gnok1poBaHue (Mnn peskoe CHIKEHIEe akTMBHOCT MUTOXOHAPHUANBHOTO B—OKIUCTIEHNS Ha
YPOBHE XMPHBIX KACIOT

Pe3Kkoe CHUXeHWe KeToreHesa, HakoMneHMe XUPHbIX KUCIIOT , NOBbILLEHHOE 0Opa3oBaHNEM
NMKapOOHOBBIX KACMOT , METAOOMNYECKIA aLna03 runepaMMOHNEMIS, BTOPUYHAS
KapHUTWHOBAS HEJOCTATOYHOCTBIO, TOKCUYECKOE NOpaXKeHNe TKaHM rofIoBHOTO MO3ra, cepaLa,
neYyeHu, MHrMbnpoBaHne psiga PepMeHTOB, LIMKNA CUHTE3a MOYEBMHBI U FMIOKOHEOTeHe3a

MeTabonunyeckuit CTpecc npu MHTEPKYPPEHTHbIX MHAPEKLMOHHBIX 3aD01IeBaHUSAX, rOI04aHNN
npueme X1UpHoW NnLLK, U3NYeCKon UM IMOLIMOHATLHOW Neperpyake u Ap.

B 50% MnageH4eckui u paHHUIA BO3pacT



p a9

1]
- = =» CH, ~~_CH,-CH, - CH, - C~SKoA Aunn-KoA
KnuHuyeckas kapTuHa ARG DR oal
i | —— FAD Aunn-KoA-nernpporenas
0 "2 "2 ]
Ao 5% Bcex cnyyaeB «BHe3anHOW» AETCKON cMepPTy cBA3aHbl ¢ aedektamm OXK un : N FAD.H, — 240
KeToreHesa ; .
: [}
* YrHeteHue LHC, 3apepxka nCMXOMOTOPHOIO pa3BUTUSA, CyAOPOrM, KOMa, ; CHy s CH, - CH = CH - C~SKoA Enomn-KoA
HapyleHUs AbIXaHuA | — HO L
i HOWMN- -rgparasa
* [MopaxeHus neyeHU: xupoBas MHPUNBLTPALUSA, HAKOMNEHNEM NPOAYKTOB HECOBEPLLEHHOMO Bl
KeTOreHesa, MoryT HOCUTb CriaboBbIPAXEHHBIN XapakTep, NPOSBAATLCS HE3HAYUTENbHBIM NOBbILIEHUEM ; SR Lt e O
YPOBHS NeYEeHOYHbIX TPaHCAMMUHA3 U YMEePEHHON renaToMeranunen, 0CTPOI ne4yeHOYHOM : A 3 i
HeaAOoCTAaTOYHOCTbIO ! |, — NAD* B-Tuppokcnaumn-KoA-
: N NADH + H* —> 3AT® Ry
* bonu B xuBoTe :
1 (o]
* Hen ponaTtua E CHy s cujg -cHz-E‘,-SKoA B-keToauun-KoA
- TybynsapHas He[OCTaTOYHOCTh : HSKoA — Iy
v} )
* XusHeyrpoxarowme Kapanonoruyeckne paccTPoMCTBa- BeayLiMe B JETCKOM BO3pacTe 1 MOryT o
NPUBOANTb K TSKENbIM OCTOXHEHUSIM, BNNOTb [0 NeTanbHOro UCX0Aa BCEACTBME: 0 0
~ > === CH; ~~/CH, - C~5KoA + CH, - C~5KoA
Kapauomuonatum (runeptpocuyeckasn, aunataluoHHas), Ca(n2) i

HapywWweHW! cepaeyHoro puTMa

NnPOLECC OKﬂCﬂﬁm

3aCTOMHOU cepae4YHON HeOCTaTOYHOCTH
PAEHONHEE KAENOTE MITOXOHP

* Y B3pocCnbIX CUMATOMbI MUONATMK, PaBGAOMMONN3A, MblleYHasA CNadocTb,
MUanrum, MMOrnobuHypus

HapylleHUss MUTOXOHAPUANAbHOIO B-OKUCNEHUA HKUPHbIX KucnoT 2021.pdf

https://diseases.medelement.com/disease/
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YuntbiBas BbICOKUIA PUCK OCTPLIX OCNOXHEHUW, CKPUHUHT Ha AaedekTbl OXXK HeoOxoaumo
NPOBOAUTL BCEM NaLUeHTaM C NepCUCTUPYIOLLMMM FTMNOKETOTUYECKUMMN TMNOrNIUKEMUSMM

OwnarnocTtuka Hapywenun OXK u ketoreHesa:

-  CnekTpanbHas oLieHKa ypoBHeNW KapHUTUHOB

o
@ » WccnenoBaHue ypoBHeil NakTaTa, aMUHOKUCIOT B KPOBM U | UNM MoYe |,
M KpeaTMH(OCPOKMHA3bI, TeTpaaeLeHounkapHuTHa C

MoneKynapHO — reHETUYECKME METOADI « TaHgeMHas MaccnekTpomeTpusa U ra3oBas xpomatorpadmsa — Hanbonee TOYHbIN
ANarHoCTUYECKNA MeToq
* Bbicokas YyBCTBUTENbHOCTb
U cneunduyHOCTb; —

* BbICTpOTa NOAYYEHNA § ' MOHeKyHﬂpHO-FeHETM‘-IeCKOFO nccnegoBaHus
pesynbrata; e BTG 6
« WneHTAduKaLMa \ e d00p OMonorn4eckoro Mmatepuasa anga nccrieaoBaHnA (KpOBVI nnn MO‘-II/I) AOJTXEeH ObITb

ooooooo

npoun3seaeH MmakCumMalibHO 6bICTpO nocrie noaBreHna CMMNTOMOB.

B036yauTENs;

| SO
* OnpeaeneHune NeKapcTBEHHOM l
Wi

YyBCTBUTENBHOCTH,

* JleyeHue HapyweHnn OXK 3aBMCUT OT HEAOCTATOYHOCTM KOHKPETHOrO PepMEHTa.

L4 ", .

HapylueHnsa MUTOXOHAPUANLHOTO B-okucneHua xupHbix kucnot 2021.pdf https://diseases.medelement.com/disease/
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KnuHuyeckun n pumMmep KI'BY3 [IKKB nm. A.K.MoTpoBsnya MuH3pasa XabapoBekoro kpas,
ney.spay - LLaposa t0.B., 3aB. ota. K.m.H. Ko3nosa E.A.

AEBOYKA 10MEC. TOCNUTANU3UPOBAHA B IKKB MO 3KCTPEHHbIM MOKA3AHUAM, BO3PACT 10 mec dm3unyeckoe passutue: 11kr, poct 92
CM.

Xano6bI npu Mmneptepmusa 37,4, BblpaxeHHasa BANOCTb, aguHaMus, ha3oBas HEBHATHAA peyYb, COMHONEHTHOCTb, OAHOKPaTHas pBOTa, HapyLUeHNe CO3HaHuUA,
NOCTYNNeHnn cypoporu, renatomeranus. CtaumonapHoe nevenune 13 cytok. OPUT 7 cyr.
TaxecTb COCTOSAHUA 00yCNOBMNeHa CUMNTOMaMK TUNOrNUKeMUHU, IKCUKO3a, yrHeTeHus LIHC.

AwnarHo3 npu A04.9 BakTepuanbHas KuweyHasa UHGeKUUa HEACHOU 3TUONOrUM , FAaCTPOIHTEPOKOSUT TAXKENOMN CTEeNEeHWU, TOKCUKO3. FMnornukeMmyeckoe
NOCTYNMeHNN coctosiHue. lMapeHxumaTo3HbIN renatut. AHemusa aeduunTHasA cpeaHen CTeneHn TAXKeCTU, CMeLUaHHOW 3TUONOTUMN.

KnuHuyeckun Hb- 94r\n, aputpountsl 3,0 x1012r\n, J1-7,4 x109r\n, m\a-2%,c\a 13%, 3- 3%, numd- 81%, MoH- 3% COJ 3 MM\4 — aHemus cpedHen CTeneHn TsxecTu. B
aHanus KpoBu anHamuke - nemkouunto3 24x10 9 r\n, Heutpodunés 70%

rmMukemnyeckun npu noctynneHun 0,9 MMonb\n, MOHUTOPUHT - 3,2 -3,8 Mmonb\n , B aHaMHe3e Ha choHe OPBU, B HouHOe Bpems - runornukemum 1,8-2,2 mmons/n,
npodunb koppekums rmtoko3on. KOC — pH 7,390 pCO2 29.8, pO2 72.6, BE (ecf) -7.3, HCO3(std) 19.5, nakrat 4.18 mmonb/n

Broxumunyeckun O6wwmn 6enok 51 r/in; AnbbymuH 41 r/n; ACT 84 ; AT 89 LLenouHas docdatasa 115 e/n; JIA 480 eq./n.; OXKCC 42,6 mkmons/n; CPE 7,8 ; KOK 414
aHanus KpoBu en/n; NAr 1280 ea./n.; AMunasa 67 mr./cyT. x 1n.; Kanbuwit 2,5 mmons/n; CeiBopoTouHoe xene3o 30,9 mmons/n; CPB 0 ; ITTIM 36 ea/n; KOK 2461 ea/n;
kanuit 4.61 mmonb/n, HaTpun 136 MMonb/n, kanbuuin 1.15 Mmonb/*n

Konporpamma JKMpHbIE KUCIOTbI +, Crn3b ++, nenkouuTtbl 1-2 B M\3peHns — 6e3 natonorum

WUccn-e KMwewHbIX  Kan Ha sanua rmucto., H6ak. Moces kana, kan Ha poTasupychl- (aHTureH UDA)- 6e3 naTonornyeckunx n3MeHeHu!il

naToreHoB

MpoBeaeHHbIE CnuHomo3roBas nyHkuus, R-rpacdumsa OFK , KT ronosHoro mo3ra , KT rpyaHoi knetku ——6e3 natonoruu, Kl - runokanvemus
uccnepoBaHus KOHcynbTauma Hesponora, M-9XO, gonneporpacua 'M - otek 'M, Basocnasm

WUccnepoBanue nunugHoro npoduns - O6wumin_xonectepuH 3,38 mmons/n; B-nunonpotenasl 22 eq.; Tpurnuuepuas! 1,05 mmons/n; MBI 0,56 mmons/n;
NNHN 2,81 mmon/n; JINOHIM 0,21 mmone/n; UHaeke ateporeHHocTn 2,93 ea.; XMT oTpuuaTensHo — AMcnunuaemMus

Y3W OBl - renatomeranusa, anddysHble M3MEHEHUSI NapPeHXMMbI NeYeHU, OCMOTP OKYNUCTA - MUrMEHTHbLIN PETUHUT

WUccnepoBaHue ropmoHoB T4 cB. - 18. 4 nmonb/n, TTT 4.7 ( Hopma 0.23-3.4), at TI10 1.1 MmE[/Mn1, kopTu3on 655 mmonb\n

Ma3ok 13 3eBa U Hoca Ha ¢hnopy - 3eB- 06MNbHbIA POCT Staph.aureus YyBCTBUTESNbHBIN K OKCALWMSIIMHY, aMIULUANNHY, a3UTPOMULMHY, FIMHKOMULMHY,
LedpoTakcumy, HoC- CKyAHbIA pocT Staph.aureus



HacneacTtBeHHbIN aHamMHe3

Anamnesis vitae
TeueHne bepeMeHHOCTH

Poabl

HeoHaTtanbHbIN nepuopg,

2-1 3Tan BbIXaXuBaHUA
KI'bY3 lNepuHaTtanbHbIi LeHTp
M3XK um. I".C.MNocTona

[vHamuka pa3BuTtua Ha 1-Mm
rogy X13Hu
(1-10 mecsiueB)

OTArowieH no XXeHCKON NIMHUM POACTBA — MaMa, TeTa U 6abylka pebeHka - Al', oXXupeHne, ayTOUMMYHHbIW TUPEOMAUT, TUNOTUPEO3,
y3110BOM 300, caxapHbIi AnabeT 2 Tuna, HeycTaHOBMEHHbIE 3a00eBaHUA OPraHOB 3peHUs, CTeaTorenaros - NoKasaHa KOHCyNnbTauus
reHeTukKa u aHaoKpuHonora !

BepemeHHOCTL NepBas, yrpo3a npepbiBaHus 6epemeHHocT B 16 Hegenb, OPBU -2-i1 TpumecTp,
XXUPOBOM renato3 6epeMeHHON (CTaLMOHapHOEe neveHne, NnpodMnakTMka CMHAPOMA AblXaTeNbHbIX PACCTPOMCTB Nnopaa).

OnepatusHoe pogopaspeLueHne (OKC) no akTpeHHbIM NOKa3aHUAM: OCTpbIN renato3 6epeMeHHON Ha cpoke 31
Hegenb

MMcTonorusa nnaueHTbl: NeMKOLUTaPHO-HEKPOTUYECKMI AELMAYUT, HAapyLIEHWe UMNNIaHTaLMK 1 NNaLeHTaLmmu, XpoOHUYecKas
nnaueHTapHas HeJOCTaTOMHOCTb.

OueHka no Anrap 7- 8 6annoB. CoctosiHMe cpeaHen TAXKECTH.

3agepxka pa3sutus nnoaa - Macca 1630 r, poct 40 cM, OKpPYXHOCTb ronoBbI 29 cM, rpyau- 27 cm.

MakcumanbHas yobinb maccbl Tena 11%.

HeoHatanbHbIN ckpuHuHr: 17 OMI - 5,76 mmonb\n, UPT 36,34 Hr\mn, dheHunananuH - 1,09 mr\gn, ranakro3a -0,10 mr\gn.

Hopmornukemusi, BTOPMYHbIN TPAH3UTOPHbIN TMMOKOPTULU3M, TPAH3UTOPHbLIN TMNOTMPEO3.
3amecTuUTeNnbHaA ropMmoHanbHaa Tepanus - Kopted 2,5 mr, dytupokc 6,25 mkr\cytkn, AkBagetpum 1000 E[l B cyTku

YacTble cpbirmBaHus, BANOCTb, COHOTEYEHUE, 3aAepKKa NCMXOMOTOPHOrO pa3BUTUA: FONOBY AepPXUT ¢ 5 mec., B 10 Mec. —He yBepeHHO
CUOMNT, He NepeBOPaYMBAETCS, CTOMT C NOAAEPKKOW, BbIpaXXeHHaA oOWas MbIWweYHas rMNOTOHMSA, TMNOTOHUA KOHEYHOCTEN. [lnarHo3:
3HUedanonaTua CROXHOro reHesa (NOCTrMNOKCMYecKas, NocTreMopparnyeckas, CUHAPOMHanA?). AHemusa aepuLUTHaA CMEeLLaHHOro
reHesa, cpegHei ct. Tskectu - HB 78-82-96 r\n, ap.-2,6-3,0 x1012r\n. Ha ambynaTtopHom 3Tane npoBoaunacL CMMNTOMaTU4ecKas
Tepanusa: npenapatbl Xenesa, , NpounakTMKa paxmra, HOOTPONHbIe Npenapatbl, 6e3 acdekra.



JTanbl 1 KPpUutepmun noCTaHOBKWU ANArHO34d

KnuHuka peumaunsupyowen metabonnyeckon gekomneHcauum Ha ooHe MHTEPKYPPEHTHbIX 3abonesaHun OPBU
3apepxka HIP, renatomeranus, audy3sHble U3MEHeHUA NapeHXMMbl NeYeHn, AUCIMNUAEMUSA

CyTo4YHOE MOHMTOPMPOBaHWUE YPOBHSA FMIUKEMMUU : HOYHasA runornukemus 1,8 - 2.2 MMonb/n oTMevancs B 2 Yaca HOYU, HOPManu3auusa COCTOAHUA
uHdpysmen 10% rnrokoson

OTAroweHHOCTb HacneaACTBEHHOro aHaMHe3a

OudhchepeHumnanbHbIM gnarHo 3: rnukoreHoBas 6onesHb, HOXK, opraHuyeckue 3abonesanus LUHC, neyeHn, SHOOKPMHHbIE 3aboneBaHnst (LMTOBUAHON,
napaLyUTOBUAHBIX, HAANOYEYHNKOBbLIX Xeses)

OcHosHow: MKB 10 (E71.3) HapyweHne obMeHa XUPHbLIX KUCNOT: HEAOCTAaTOYHOCTb ASIMHHOLENOYeYHON 3-rnapokcun-aumn-KoA perngporeHasbl
XUPHBIX KUCNOT, AeTcKas hopma, C nopaxkeHnem neyeHn, MMonaTus, NMrMeHTHbIW peTUHUT. Meproa MeTabonnyeckon AeKOMMNEHcaUum .

ConytcTByrowmn: lucnnactuyeckaa kapauonatus: nponanc mutpansHoro knanaHa 1 creneHun HK o. AHemus xenesoaeduumTtHas, nerkon
CTeneHu, CMeLaHHas, HopmopereHepaTtopHas. CyoKNnMHUYECKUN rMNoTUPEO3.

HanpaBneHa ans noaTBepxaeHMs auarHo3a B POCCMIACKYHO AETCKYH0 KnuHuyeckyto 6onbHuy (POKB) — dounnan ®rA0y BO PHUMY
um. H.U. NMuporosa Munsgpasa Poccum (r.Mocksa)

MeToabl noATBEPXKAEHMA ANArHO3a - OUOXMMUYECKUA METOS - TaHAEMHas Macc-cnekTpomeTpust (MC/MC); yBennyeHne KOHLEHTpaLmum
TeTpageueHounkapHuTiHa (C14:1 — 0oCHOBHOW AnarHocTUYeckuii Mapkep), npesbiwaeT 0,7 Mkmonb/n (Hopma go 0,43);

MonekynapHo-reHeTu4ecKoe uccnegoBaHue: BoiaBneHa mytauus ¢ 1528G>C, (p.Glus10GlIn), (CM940884, paHee onucaHa kak p.Glu474GIn) B
FOMO3UIOTHOM COCTOSIHUM.



INNeyeHune

MoppepaHue 3HepreTMYECKOM LEHHOCTM NULLEBOro paunoHa He Huxke 100 kkan/kr onsi AeTen rpyaHoro 1 paHHEro Bo3pacTa;

YacTtoe kopmneHue ao 6-8 pa3 B aeHb (BKoyas paHHun 3aBTpak B 6—7.00 1 no3gHuit yxuH B 22.00), npoMexyTku Mexay
KOpMIEHusIMK He bonee 3-x 4acos.

OononHuTenbHoe BBeAeHME 1-2 HOYHbIX KOPMIIEHUM NPY KOHLIEHTPAUWW FAIOKO3bl HUXe 2,5 MMOnb/n

[ononHutenbHO BBeAEHME CbIPOro KyKypy3Horo Kpaxmana. Kpaxman cmelumsatoT ¢ Bo4ou. [nd geten paHHero Bo3pacra
Lienesast 4o3a KyKypy3Horo kpaxmana cocrasnset nopsaka 1,6 r/kr (kaxable 3—4 4, eknroyas HoYHoU npuem).

Hu3koe copgepxaHue X1poB (Ans AeTen rpyaHoro BodpacTa He bonee 25% 0T SHepreTM4eckon LIeHHOCTY BCEro paLyoHa, Ans
neten 1 roga xusHu — He 6onee 20%);

[ns KoMneHcauuu XUpoBOro KOMMOHEHTa UCMONb30BaHUe KNUPOBbIe aMynbeun ,000raweHHbIXx CLUT JiukBumkeH 50% ,
Monogen >xuposasi amynbcus 13 pacyeta 1,3 rkr\cytkm — 20 mn\cyTku

MCT-Oil , HaTypasnbHble Macna- UCTOYHUKK cpepHeLenodeyHblx (CLIT) KMPHBIX KUCMOT (KOKOCOBOE U NasibMOBOE Macna)

UCKNIOYUTb N3 PALUMOHA ocHOBHbIE NULLEeBbIe MCTOYHUKN XUPHBLIX KUCNOT C ASIMHHOW Lenbio:

KEHCKOE MOJIOKO, CTaHAaPTHbIE AETCKME MOJIOYHbIE CMECH, pb|6a; MOPENPOAYKTHI, 6ypb|e MOpPCKKUE BOOOPOCIIN; pr6VII\/JI KNP

cnewuanbHble nuLLeBble 106aBkM, copepxaLle pblOuil XKIp Unu ANMHHOLENOYEYHbIE MOMMHEHACKILLEHHBIE XUPHbIE KUCMOTbI, PAaCTUTENbHbIE XMUPbI,
GoraTble XKUPHLIMI KACTIOTaMM C 04eHb ANWUHHOM LEMbIO (HU3KOONENHOBOE NOACONHEYHOE, PancoBoe, KYKYpy3Hoe Macna) , HEKOTopble MPOAYKTI
KMBOTHOTO MPOUCXOXKAEHNS: MOIIOKO, TBOPOXHbIE U3ENNS, KUCTIOMOMNOYHbIE NPOMAYKTbI, MACO CBUHMHBI, carno, konbacs!



ObyueHune pogutenen

PekomeHaauumu Ha amOynaTopHbIN 3Tan HabnoAeHUS
MapTucunMpoBaHHOCTb, CTPOroe BbINOMHEHUE Ha3HAYeHUW Bpaya

BakuuHauus, !! Mmea.oTBoA OT BakLUMHALMK XUBbIMU BaKLIMHAMMU

npodunakTMka BUPYCHbIX U OaKTepUanbHbIX UHPEKLMIA, CTPECCOBLIX CUTYaUui, TPAaBM,, IMOLMOHANbLHbIX U (hU3UYECKUX Harpy3OK.

PaHHee BbisiBNeHMe NpeaBeCTHUKOB KpU3a: CHKEHWE 3MOLMOHANBHOTO TOHYCa, BANOCTb, COHIIMBOCTb, OTKAa3 51 OT eAbl, PBOTA, NOABEM
TeMnepaTypbl, 0COBEHHO Npu AeboTe MHGEKLMOHHOTO 3ab051EBaHMS.

Mpu nepBbIX CMMNTOMAaX METabONMYECKOro Kpu3a — HeOTNOXHO: BbizoB CMI, CpPOYHana rocnutTann3auus

Ao npuesaa Bpaya CMIN He3amegnuTenbHas Tepanus Ha AOMY: Npu Hanuumn TemnepaTypbl < 38,5 C, OTCYTCTBUM PBOTHI, OTKa3a OT e/l U

HEBPOMNOrNYECKIUX HApYLLEHWI - NPOAOSTKEHNE OCHOBHON MeTabonnyeckon Tepanin, MakcuMaribHoOe orpaHnyeHne nocTynneHns HaTypansHOro
Benka ¢ nuLen Ha cpok 4o 12 vacos.

Mpn Hanuuum Temnepatypsbl > 38,5 C - xaponoHuxatowme ,B 7.4. UoynpoceH B go3ze 10-15 mr/kr/cyTku, JocTaTouHOE NOCTYMNIEHNE
XKUAKOCTK ( pacTBOP rMHOKO3bl U ManNbTOAEKCTPUH , CRaZAKUM KOMIOT, K1cenb) MuHUMansHo 120 Mn\kr.

anI CTabMNILHOM COCTOSIHUM NaLuneHTa - NPOAOJTKNTL MaHOBYHD CUMNTOMATUYECKYHO TEPATNUIO.

Juemuyeckue o2paHu4eHuUs npu Kpu3e: NOIHOCMbIO UCKIYUMbL nompebieHue Xupos Ha nepuod ocmpo2o Kpu3a (Ha 24-48 yac.),

danee 6600uMb MUHUMAaLHOE KOJTUYECME0 CpedHeL,enoYeYHbIX KUPoe NPU CoXpaHeHuUU ebIcoKoll KanopuliHocmu (He meHee 100-
115 KKan/k2) payuoHa 6 0CHOBHOM 3a cyem yaneeo0doe; uzbezams 20/100aHUS.



1 pa3 e 6 -12 mecsiyes pekomedeemc;l KOHmMpoJsiupoeamb codep»(aHue namosoauyeckux memabonumos e
CbIeOPOMKe Kpoeu usiu Mmo4e mMemodom maHdemHoU macc- cnekmpomempuu

[ucnaHcepHoe HabniogeHne: nepuaTpa, 3HAOKPMHOMOra, HEBPOJIOra, raCTPO3HTEPONOra, reHeTUKa, Kapauonora,
aveTonora, optanbMonora

Il Men.oTBOA OT BakUMHAUMK XUBbIMW BaKLIMHaAMM

MnuumH go 0,6 ricyT (cnocobCTBYET BbiBEAEHMI) TOKCUYHbBIX aLmnpaankanos)

IleBOoTUPOKCUH HaTpusa (AyTupokc) 12.5 mkr x 1 pa3 B aeHb — 1 MecaLl, ¢ nocneayowmum KoHTponem Y3/ WwnutoBmaHom xenesbl u
ropMmoHaneHoro npocouns (TTT, CBT4), KOHCYNbTaLUmen 3HAOKPUHOMOra TUKW BBEAEHUS NaLMEHTa

AxBagetpum 4 kannu (2000E[) 1 pa3 B AeHb NOCTOSHHO

IleBokapHuTHH (Anbkap 30%) (300 mr\mn) n3 pacyeta 20 mr\kr\cyTku no 0,5 Mn x 2 pasa B AeHb AUTENbHO. [py Kpr3oBon
CUTyaLuu BO3MOXHO noBblLleHne 4o3bl 50-100 mrikr\cyTku.

®onuesasn kucnota 2 T * 1 pa3 B A€Hb — ANUTESBHO.
xene3sa (lll) ruapokcua nonumanbTo3aT 3 MI/Kr/CyT , Aanee BUoXumms KpoBu CbiBOPOTOYHOE xene3o, OXXCC KHT

HeMpPonpPOTEeKTOPLI: XoNnuHa anbdocuepar (p-p And nuTbst) No 3.5 M x 1 pas (yTpo) — 5 gHen, 3atem no 3.5 mn x 2 pasa (yTpo,
[EHb)

Butamuubi rpynnsi B 25 mrikr
KOHTpONb ypoBHA MouyeBuHbl, ACT, ANT, WW®, KOK, JIA 1 pa3 B mecAu

MnaHoBas rocnuTanu3auus B neanaTtpuyeckoe otaesieHme 2 pa3a B roa



ConpoBoxaeHue cembn 00cnenoBaHWe MaTepu, YeHOB CeMbK, CMOCOB

[loka3aHus:
 OCnOXHEHHOE TeYEHNE DEPEMEHHOCTY Yy MaTepK (HEYKPOTMMAs PBOTA, YBENNYEHME NEYEHN
* [loBblLUEHWE aKTUBHOCTY TPaHCAMMHa3, runepounmpyornHeMms, XXnupoaas

ONCTPOMUS NEYEHN)



BITAFOLOAPIO 3A BHMAHWE
YCIMNEXOB B ANATHOCTWKE U JIEYEHIA


mailto:rakitskayaelena27@mail.ru

