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HacneacTBeHHBIE HApYILICHNS 0OMEHA BEILICCTR

HacnencrBeHHble HapylleHHs OOMEHa BEIECTB
HACJIEAYIOTCA ayTOCOMHO-PEIECCUBHO, ayTOCOMHO-
JTOMHUHAHTHO JIM0OO0 PELECCUBHO, CIEIJIEHO C TTOJIOM.

Yame BCETO BCTPEYAKOTCS 3a00JIeBaHUs,
HacJIEAyEMbI€ AyTOCOMHO-PEIECCUBHO.




CrpeMuTeIbHbBIN Iporpece MOJIEKYJISIPHOM
OMoJIOTUH OTKPBLIT HOBBIE BO3MOXHOCTH
JAATHOCTUKM W JICYEHHUS  HACJICACTBEHHBIX
HapylIeHU 0OMEHa BEIIECTB — METO/ BBISIBICHUS
reHeTndyeckux  nedexkroB  myrem I[P wu
nociaeAyromas ruopuan3anus co cneuupuIeCKuMu
OJIMTOHYKJICOTUJHBIMKA  30HIamu.  Hekoropeie
oomesun  ((DEHUNIKETOHYpHIO,  TallAKTO3EMHIO,
0OJIC3Hb KJIEHOBOIO CHPOIA M Jp.) BEISBIISAIOT IIPH
MacCOBOM o0cyie0BaHU HOBOPOXICHHBIX.
3anof03puTh HApPYILICHUE META00U3Ma CIEAYET
pA HAJIWYAM JaXE OIHOTO, HE TOBOPS YXKE O
HECKOJIbKAX, aHAMHECTUYECKOTO, KIMHAYECKOTO M
OMOXMMHMYECKOTO MPU3HAKA.



[Ipr3HaKky HACJIEACTBCHHBIX HAPYILICHUM 0OOMEHA BEIIECTB

1. Knamanueckue mposiBIeHUS: :
2. JlJabopatopHbIe JaHHBIC:

— TAKCIIOC, YIPOKaAIOIICC ) KU3HHU COCTOAHUC

— MOYa. KECTOHOBEIC T€JI1a, BOCCTAHABIMBAIOIIIHU
HOBOPOKJICHHOTO; 4 Ly

MOHOCaXapupl,

— 3aJIepKKa (PU3UYECKOro pa3BUTHS; ;
— KPOBbB: IMAHIIUTONICHHUS, AIlA 103, THIIOTIINKEMHS,

— 3a7epKKa IICUXUYECKOTO PA3BUTHS; KETOHEMMUS.

— JKEeIYIOYHO-KUIICYHbIE HAPYIIECHU, 3. CeMeWHBIN aHAMHES:

— OJIBIIIKA; — OJIM3KOPOJICTBEHHBIN OpaK;

= HEBPOJIOTUYECKUE A TIOBEACHYECCKHE — CXOJIHBbIC HACJICACTBEHHBIC 3a00JICBaHM.
OTKJIOHCHHUH,

— HEOOBIYHBIE 3aMaXU,;

— CIUIAHXHOMET IS,

— OTCYTCTBHE MPUOABKH B BECE,;
— TIa3HBIE CUMIITOMEI,

— U3MEHCHHUS KOXKU,

— HCPUOANIHOCTD ITOABJICHUA CUMIITOMOB



Pa3Hble HaclieACTBEHHbBIE 0OJIE3HU MOTYT HPOSIBISATHCS
CXOAHBIMH OMOXMMHYECKMMM HapylieHusmMu. Kpome

TOTO, MHOTHE KIIMHUYECKHE MPOSIBJIICHUS
HACJICJICTBEHHBIX  HapyIIeHWW  MeTaboiu3ma Yy
HOBOPOKICHHBIX CXOIHBI C KIIMHUYECKAMU

MPOSIBICHUSIMU  3a00JIEBAaHUN  JAPYTOM  ATHOJIOTHH.
JleranpbHO€ 0O0CII€NOBaHHE MPOBOJAT B CICIYIOIIUX
CIy4dasix: — €Clii Ha (POHE JICUCHUSI COXPAHSETCS OJUH
WA HECKOJIBKO CHMIITOMOB; — IIpU OOHAapy’>KEHHUU
HEOOBIYHOTO COYETAHHSI HECKOJBbKHUX CHUMIITOMOB, HE
0OYCJIOBJICHHBIX COMYTCTBYIOIIAM 3a00JI€BAaHUEM.

BT




[Ipu mo03peHNM Ha HACIEACTBEHHOE HApYIIIEHHE OOMEHa
BEIICCTB HA3HAYAIOT CICAYIOIIHE Ja00pPaTOPHBIC

HNCCJICAOBAHN.
1. OGmenocTyHEIC: 2. CnenpanbHEbIC:
— IJII0KO3a B KPOBH WJIH T1J1a3ME; — METa0O0JIMTHI B MOYE;
— KETOHOBBIE TeJIa B IJIa3M€ U MOUE, — aMHUHOKHMCJIOTHI B MOYE;
— pH kpoBu, bukapOoHar; — AMHUHOKHCJIOTHI B IJIa3ME;
— JIaKTaT U MUPYyBaT B IJ1a3Me; — OpraHuYeCcKHe KUCIOThI B MOUE,

— dMMMHAK B I1JIa3MC€. — KapTUHHH B IIJIa3MC.



[ IpyHLIMITEI KOPPEKLIMK HACJIEACTBEHHBIX HAPYIICHUI
oOMEHAa BEIIECTB;.

1. Koppexkius MmeTaboJInTOB: 2. Koppeknus hepMEHTOB:
— OrpaHHYEHUE CyOCTpara; — BOCIOJIHEeHHE KoepMenTa (BUTaAMUHA);
— BOCITOJIHEHUE MPOAYKTA; — CTUMYJIAIHUA PepMENTa;
— HampaBlieHHe cyOcTpara Ha OPYrod IyTh  — BOCIOJHEHHE (PEPMEHTA;
MeTadoJIn3Ma :
— TpaHCIIAHTAaLUS;

— BBeJIcHUE (DepPMECHTA,

— IE€HOTEpAIIUSA.



HAPYILIEHWA OBbMEHA ©PYKTO3bI

VY denoBeka U3BECTHBI TPU HACCACTBEHHBIX HAPYIIICHHS
MeTabon3Ma PPYKTO3bI:

1. ®pykrozypus (HEAOCTATOYHOCTH (PPYKTOKMHA3EI) —
OECCUMIITOMHOE COCTOSIHHIE, CBSI3AHHOE C
HOBLILIEHHLIM COAEPKaHUEM (QPYKTO3EI B MOUE.
Yacrora romosuror cocrasisier 1 : 130 000;

12 HacnenctBeHHass HENMEPEHOCHMOCTb (PPYKTO3bI —
HEJI0OCTAaTOYHOCTD aJIbLI0J1a35] B. Yacrota
3a0osreBanys (B TOM YKCIIE€ BKIIOUYAs JErKUe GOPMBI y
B3pocieix) cocrasisgeT 1 ma 40 000, B Aurmn — 1
: 18 000, B I'epmanmum — 1 : 29 600 xuBbIX

HOBOPOXJICHHBIX,

3. Henocrarounoctsb GhpykTo30-1,6-6ndocdarassl,
KOTOPYIO TaKKE€ OTHOCST K Ae(eKTam
ITIOKOHEOTeHe3a — PEJIKOe HACIEeICTBEHHOE
HapyIlIeHUe MeTadoInu3Ma




OpyKTo3ypHus

ITHOJIOIUA.

0 3abojeBaHue HACIEAYETCS IO AyTOCOMHOpEIECCMBHOMY TuIty. I'eH ketorekcokrnnassl (KHK) kapruposan Ha
XpoMocome 2p23.3-23.2.

IlaToreunes.

0 Tompko 10—20 % nHepacmienneHHON DPYKTO3bI IKCKPETUPYETCS ¢ MOYOH B HEM3MESHEHHOM BHJIE, OOJIbIIAs
JacTh MpeBpamiacTcs B (Ppykro30-6- ¢ocdar aabTepHATUBHBIM META0ONHMYECKHUM ITyTeM. JTa pPEaKIus
KaTaJu3upyeTCs KETOr€HOKCHHA30M ((hpyKTOKHHA3A).

KinHuka.
0 @OpyKTO3ypUsi HE UMEET KIIMHUYECKUX MTPOSBICHUM.
JluarnocTuka.

0 @pyKTo3ypus, Kak IIPABUIIO, BBIABISAETCS CIIYYalHO IIPU IIPOBEIAEHUHU CTAHAAPTHOIO MOYEBOTO CKPUHHUHTA HA
IPUCYTCTBHUE CaXapoOB U MPU TOHKOCIOMHOM XpomaTorpaduu MOHOCaXapoB.

JAuddepennuabHas TMATHOCTHKA.

0 ®pykrozypusi AudPepeHunpyeTcs ¢ HaCIeACTBEHHON HEMEPEHOCUMOCThIO ()PYKTO3bl. JIeueHne u MporHo3.
[Iporuo3 6aaronpusiTHLIN, JieueHUE HE TpeOyeTcsl.



HacnencrBeHHast HEIIEPEHOCUMOCTD (DPYKTO3bI

AyTOCOMHO-peleCCUBHOE 3a00JeBaHKe, OOYCIOBICHHOE MYTaIlUsIMH I'eHa anbaoiazel B. Ommcano okono 30 pa3audyHbIX MYyTalldi,
HamoOoJiee pacnpocrpaneHHble — MucceHc-myTauu A150P, A175D m N335K, koTopble B COBOKYITHOCTH COCTaBIISIOT 0Kojio 8O %
MyTaHTHBIX ajntenet. Ten anpnomnasst B (ALDOB) kapruposan Ha xpomocome 9G22.3.

I1aTorenes.

0

HaciniencrBeHHasi HENEPEHOCUMOCTh (DPYKTO3bI CBsI3aHA C HEAOCTATOYHOCTHIO BTOPOTO (DEpMEHTA, YUACTBYIOIIETO B META00IM3ME
bpykTo3pl, — anpnonasbl B. Ero medexr nmpuBoguT k HakomieHHio (Gpykroso-l-docdara, KoTopbiii HHTHOUPYET MPOMYKITHIO
DIFOKO36I (TIIFOKOHEOTEHE3 M IVIMKOTEHOJM3) M BHI3BIBAET I'MIIOTIMKEMUIO. IlocTymieHne (GpyKTo3bl MPUBOIUT K YBEIUYECHHIO
KOHIIGHTpAIlMU JIaKTaTa, WHTHOMPYIOIIETO IMOYEYHO-KAHAIBIEBYI0 CEKPEIUI0 YparoB, YTO MPUBOJUT K THUIEPYPUKEMUH,
yCyTyOssieMOi UCTOIIEHUEM BHYTPUIIEYEHOYHOTO (hocdara U yCKOPEHHOU Jerpagalieil aiecHUHOBBIX HYKJIEOTUIOB.

Kaunuka.

g

BpoxneHHasi HENEpeHOCUMOCTh (PYKTO3bl, WM (PPYKTO3E€MUSsl, CBA3aHA C OTCYTCTBUEM B IEUECHH JIByX OCHOBHBIX (DEPMEHTOB:
dpykTo30-1- docdarampaonazsl u Gpykro3o-1,6-6udocharassr. B pesymprare orcyrerBus 14 dpykroszo-1-docdaranpaonazsr B
TKaHSX, TJIaBHBIM 00pa3oM B MEUEHH, a TAKKE B KOPKOBOM BEIIESCTBE MOYCK U IMUTEIUM KUIIEYHUKA, MPOUCXOIUT HAKOIUICHUE B
ITUX OpraHax HEeMEeTabOIM3UPOBAHHBIX (PYKTO3BI U GPYKTO30-1-hocdara, IBIAIOMIXCSA TOKCHYHBIMU T opranu3ma. OTCcyTCTBHE
BTOpOro (hepmMeHTa — (PpykT030-1,6-O0Mbochara3zsl — BeAeT K HAPYIICHHIO INIMKOHEOoTeHe3a. [lepBhie KIIMHNYECKHUE TIPOSBICHHS
OOJIE3HHU Yy TPYAHBIX JIE€TEH BO3HUKAIOT MOCJE MpPUEMa MOJCIAIMIEHHON BOJbI, COKAa WM HCKYCCTBEHHOW CMECH M BBIPAXKAIOTCS
YIIOPHOM pBOTOM, OTEPEN alneTuTa, renaToMerajinei, THIorIMKeMUEeH, pa3BUTHEM CyI0por. be3 jedeHuns MitaieHIbl TOTHOAloT Ha
2—6-M MecsIe JKH3HU BCICACTBHE IICUCHOYHOM HEAOCTATOYHOCTH, JCTHUApATaIlud, KaxXeKCHH. Y JeTed HMEeTCs CTOMKOe
YBEJIIMUYCHUE TICYEHHU, Y OTHEJIbHBIX OOJIbHBIX MNAJIBIUPYETCA Kpail cene3eHku. [lpu Tskenmom TedeHur 3a00JI€BaHUS MOXKET
HAOJIIO/IaThCsl TEMOPPATUUECKUN CUHIPOM, JKEITYXa, OTeKH, TUIOTPOodUs U T.1.



HacnencTBeHHass HENEPEHOCUMOCTD (DPYKTO3bI

JIluarnocruka.

a

HacneacrBeHHass HEMEPEHOCUMOCTh (DPYKTO3bl JUATHOCTUPYETCS MPU CTAaHJAPTHBIX OMOXMMHYECKHUX HMCCIIEIOBAHUSIX
— BBISBIISIOT MOBBIINICHUE YPOBHS IIEUCHOYHBIX TpaHCaMMHAa3 W OWIMpPyOMHA B KPOBHM, T'€HEPAIM30BAHHYIO
AaMUHOALMAYPUIO M METa0O0JIMYECKHi anuao3. HarpyzouHble TeCThl ¢ (DPYKTO30M MPOBOAUTH HE PEKOMEH]IOBAHO,
IIOCKOJIbKY OHM MOTYT MPUBECTH K TSHKEIBIM OCIOKHEHUAM. OCHOBHOM METOJ MOATBEPKICHUS HUAarHo3a —
JIHK numaraocruka.

JAuddepennuaibHas TMATHOCTHKA.

[

Huddepennuaiuio HacIeACTBEHHON HEMEPEHOCUMOCTU (PPYKTO3bI CIEAYET MPOBOAUTH C HACJIECACTBEHHBIMU OOJIE3HSIMU
00OMEHA, CONPOBOXKAAIOIMUMUCA paHHMM mnopaxenueM JKKT u/unm nedenn (TUPO3MHEMHS, HEIOCTATOYHOCTH ol-
AHTUTPUIICUHA, HEAOCTATOYHOCTE (GpyKT0301,6-0udocdarassl, mukorenossl 1a, Ib tuma), opranuueckumu anurypusmu,
COIMPOBOXKIAIONMUMUCS JTAKTATALKUI030M, a TAKKE MHUIOPOCTEHO30M, TacTpod30- 15 darambHbIM peduirokcoM, B cTapiiemM
BO3pacte — c OoJie3Hbl0 Buinbcona— Konoasoga.

JleyeHue U MPOrHO3.

0

Ecau 3amomo3pena HaciaeACTBEHHAsT HETIEPEHOCHMOCTh (PPYKTO3BI, CIEIYeT HEMEMICHHO HCKIIOUUTh BCE IPOIYKTHI,
conepkatiue GpykTosy, caxaposy u coporton. Heooxoanumo mnoMHUTb, 4TO COpOUTOI U (DPYyKTO3a MOTYT IPUCYTCTBOBATH
B HEKOTOPHIX JIEKAPCTBEHHBIX Ipernaparax (MKapOIOHMKAIOIUE CHPOIILI, PACTBOPHI HMMYHOIIIOOYJIMHOB H JI.).
Caxapo3y clienyeT 3aMEHHTh Ha TJIIOK03Yy, MaJIETO3y WM KyKypy3HbIi kpaxmal. [locie mepeBoma peOcHKa Ha THETY BCE
IPOSIBJICHMS 3200JIeBaHUsI OBICTPO MCUE3aI0T, 32 HCKIIFOUCHUEM IeIIaTOMET TN, KOTOPasi MOJKET COXPaHIThCS HECKOIBKO
MECSIIEB WU JICT IOcie Hayaja jgeucHus. [Ipu coOmomeHny JueThl IPOTrHO3 OIaronpusTHEIM.



Henocrarounocts ppykT030-1,6-01bdocharaszbl

ITHOJIOTUS.

0 AyTOCOMHO-pEIEeCCHBHOE 3a00JieBaHKe, O0YyCIOBICHHOE MyTalMsIMH TeHa (GpykTo30-1,6- O6mdocdarassbl.
JlaHHBIN TeH KapTupoBaH Ha xpomocoMme. Omucano 6onee 20 pa3audHbIX MyTamuid. MyTamus ¢ BBICOKOM
yacToToi Berpedaercs B Smonnn (46 % MyTaHTHEIX ajjieneil).

IIaTorenes.

0 Hemocrarounocts (pykTo30-1,6-0nudocdarazsl — kiIroueBOro HepMeHTa TITIOKOHEOTeHe3a — HapyIlaeT
00pa3oBaHKE MIFOKO3bI U3 MPEANICCTBEHHUKOB, B TOM YHUCJIE U U3 (PPYKTO3bI, IO3TOMY HOPMaJIbHbBIN YPOBEHb
IJTIOKO3BI B TJIa3M€E KPOBU MPHU JAHHOM MATOJIOTUH 3aBUCUT OT MPSIMOTO MOCTYIICHUS TIIOKO3bI, FajlakTO3bI U
pacuieIUIeHUs] [JIMKOTeHa TIeYeHU. [UIOIMKeMHus B HEOHATaJbHBIM TEpUOJ CBsI3aHa C BBICOKOM
NOTPEOHOCTHIO B TIIFOKOHEOTEHE3€E, MOCKOJIBKY YPOBEHb IJIMKOT€HA Y HOBOPOXKICHHBIX HU3KHM. BTOpHYHbIE
OMOXMMHUYECKHNE M3MEHEHMs — TIOBBIIICHUE KOHIICHTpAIlUM JaKTara, MUpyBara, ajaHWHA W DIMIEPUHA B
KpOBH



Henocrarounocts GppykTo3o-1,6-6udocdarasn

Kiannanka.

[TpumepHO y Y2 OONBHBIX 3a0o0jeBaHUE MaHU(ECTUPYET B TEPBBIC 5 CYTOK YXHU3HW THIECPBCHTHIAIMOHHBIM CHHJIPOMOM U TSKEIIBIM
META00JNYECKUM allMI030M B PE3YJIbTATE MOBBIIICHHS YPOBHS JIAKTaTa U TUIIONIUKEMHUU. CMEPTh MOXKET HACTYIIUTh B MIEPBBIC THU KU3HU
OT aIlHO? Ha (POHE TAKEIOT0 META0OINUECKOTO arua03a. [IpucTynbl METaboIMYeCcKOro KeToaIu103a COMPOBOXKIAIOTCS OTKA30M OT IMHIIIH,
PBOTOM, IUApeeH, SNMU304aMU COMHOJIEHTHOCTH, HAPYIIEHUSIMU PUTMA JbIXaHUs, TAXUKAPJAUEW U MBILICYHON TMIIOTOHUEU, IIPOUCXOAUT
YBEJIMUYEHUE pa3MEpoOB IeueHU. BO Bpems NPUCTYIIOB ITOBBIIAETCS KOHLEHTpALUs JIAKTaTd, CHUXKAETCS ypPOBEHb pH, MOBBIIAIOTCA
COOTHOILIEHHE JIAKTAT/IIPyaT U COAEPKaHUE alaHMHA; HAOIIONAIOT TMITOITMKEMUIO, HHOTIA THIIEPKETOHEMHMIO

Jluarnocruka.

OcHoBHOM MeToJ moaTBepkAcHUs nuarHo3a — JIHKauarnoctuka. Takyke BO3MOXKHO OINpEAEICHUE aKTUBHOCTH (pepMeHTa B OMoOITaTe
nedyeHu. Jludbdepennumanpaas nuarasoctuka. Hegocrarounocts dpykro3o-1,6- 6udocdarassl nudPepeHInpyOT ¢ HapyIICHUSIMA 00MeHa
nyupyBara, JedeKTaMu -OKHUCICHHUS JKUPHBIX KHUCJIOT, MIPOTEKAIOIMMHU Kak cuHApoM Peiie, nedexkramu npixarelbHOM e MUTOXOHAPUH,
MeYeHOYHbIMHU (hHOpMaMU INIMKOT€HO30B.

JleueHmne.

Jlist nedeHuss HemOCTaTOYHOCTH (pykTo30-1,6-O6udocdaraspl B mepuos OCTPOM META0OIUYECKON JIEKOMIICHCAIIUH HEOOXOANUMO
BHyTprUBeHHOE BBeneHne 20%-Hol TIIOKO3bl W HATpHs OMKapOoHara Jijisi KOHTPOJISI METaOOJIMYECKOTO alija03a M THIOTIMKeMUH. BHe
KPHU30B PEKOMEHIOBAHO H30€rarh TOJIOJaHHS M IPUAEPKUBATHCS IHETHI C OTPaHUYEHHEM (PYKTO3bI/caxapo3bl, 3aMEHATH YacTh
TUETApHBIX JKUPOB YIJIEBOJAMHU M OTPAaHMUYMBATHL OelOK. Bo BpeMs MHTEpKyppeHTHBIX WH(MEKIIMH PEKOMEHIOBAHBI YaCThIe KOPMIICHHUSI
MEJICHHO BCacChIBaeMbIMK yIvieBogaMu (ChIpoit Kpaxmai). IIpu OTCYTCTBHH CTPECCOBBIX (PaKTOPOB, MPHBOMAIIAX K METa0OINYECKON
KOMIICHCAITNH, Y MAIMEHTOB HE HAOMIOMAIOT BBIPAKEHHBIX KIMHUYECKUX HapylieHUW. TOIEpaHTHOCTh K TOJOJAHUIO YBEIHMYMUBACTCS C
BO3pacToM. MHOTHWE TaIMeHThl B CTapIeM BO3pacTe CTPAaloT M30BITOYHOM MAacCOM Tena, MOCKOIbKY C JETCTBAa MPHUBBIKIN K
OMPEICIICHHOMY PEeKUMY MUTaHUs. [IporHO3 O1aronpusTHHIMN.



I TUKOTEHO3BI

[ muKOTEeHO3b1 - HACJIEICTBEHHbIE 1IN
BPOX/ICHHBIC HAPYILIEHUS YIJICBOJIHIO O0MEHA,
CBSI3aHHBIC C HAKOIUICHMEM U30bITKA IJIIMKOI'€HA B
KJIETKAaX U PACCTPOMCTBOM UX (DYHKIIHM.

[ TMKOTE€HO3bl PA3BUBAKOTCA  BCIIEACTBUE MYTallUU
I€HOB, KOJUPYIOIIUX CUHTE3 ()ePMEHTOB PACIICINICHUS
WM oOpa3oBaHUs DMKOoreHa. Ilpm Bcex Tumax
IJIMKON€HOBOM OOJIE3HU MUILICHBIO TTOPaXEHUSI ObIBACT
HECKOJIbKO OpraHoB, HO OOJbIlIe BCEro CTpagaet
MCYCHb.




['muxorenos O truma (armKeHos)

XapakTepu3yeTcsi pe3KMM CHH)KEHHUEM 3allacoB INIMKOT€HA B MEUEHHU, HAOIIOMACTCS COCTOSHHUE BILIOTH JO
pa3BUTHs KOMEI (THIIOITIMKEMUYECKUN CHHAPOM). KoMa MOKET BO3HUKATH ITOCIIE POKIECHHS IIPH MO3IHEM
NPUKIAJbIBAHUNA PEOCHKAa K MAaTEPUHCKOM TpyIH, a MO3JAHEEe — YTPOM HATOIIAK M B IEpepbIBaX MEXITY
KopmiIeHUsIMU. [Tpu oTCyTCTBUU JieueHHs y peOCHKa HACTyIIaeT HapyIIEHUE ICUXOMOTOPHOTO pa3BUTHS.



['mukorenos I tumna (6oie3us I'upke)

Hacnemyercss 1o ayTOCOMHOPEIIECCHBHOMY THITY M XapaKTCPHU3YETCS HAPYIICHUEM OJHOBPEMEHHO JIBYX
[ATOr€HETUYECKUX IPOILIECCOB. IIMKOreHonmusa (paclleluieHHe INUMKOreHa) M IVIIOKOHEOreHesa, 4YTo

oOycioBIMBaeT Hambojee TsHKEIIOe TeUCHHE 3a00JIeBaHMSA. B OTCyTcTBHE ImoK030-6-(hocdaTo3bl INIMKOTECH
IICUCHU MPEBpaIacTCsI HE B IVIIOKO3Y, KaK y 3J0pPOBOr0 YEJIOBEKA, a B MOJOYHYIO KHCJIOTY M HAKAIUIMBACTCS B
OOJBIINX KOJMYECTBAX B T'€IATOIUTAX, KPOBH, MOYE, B PE3Yy/IbTaTe YeTr0 Pa3BHUBACTCS COCTOSHUE XPOHHUYCCKOTO
aruo3a. I1oBBIIEHHE KOJIMYECTBA MOJOYHOM KHCJIOTHI, aKTUBH3UPYIOIICH TIMKOTCHCHUHTETA3y, IPHBOIHUT K
YBEIIMUCHMIO 3aI1acoB ITMKoreHa B neueHu 10 14—17 %, Torga kak B HopMe ero coaepkutcs okoio 4 %. Huzkoe
COJICpKaHME IIIFOKO3BI B KPOBH BEJIECT K YCUICHHUIO MOOMIM3AIUHY JKUPHBIX KUCIOT B IEPU(PEPUICCKON KUPOBOI
TKaHU. B IeueHn HakammmBaeTcs OOJIBIIOE KOJIUYSCTBO JKMUPHBIX KUCIOT, KOTOPOE OHA HE B COCTOSIHIM OKUCIINT,
pa3BUBACTCS THICPIMIIUACMHUS, BO3pACTacT COAEpKaHUE XOJecTepHHa. lnmkoreHo3 I Tuma nmenmutcs Ha Tpu
noaruma. Iloxrum [a oTpakaeT OTCYTCTBHE WM HEIOCTAaTOYHOCTH AKTHMBHOCTH (PEpMEHTa M BCTpEYaACTCS
npuMmepao y 80 % manmueHTOB cpeau BceX OOJIBHBIX IIMKOreHO30M | Tuma. Yacrtora BCTpeyacMOCTH
IJTUKOreHOBOM Oone3an la tuma B oOmieit momynsmuu coctaBmsier 1 ma 100 000—-300 000. Cpemm
eBpeeBalkeHa3n dactora Bo3pactaeT g0 1 : 20 000, uro B 5 pa3 BeIme, 4eM B OOIICH IOIYIISIIAM JIHI]
eBporreoniHoi pacel. Ilpu Ib u Ic mogrunax akrueHOCTH hepMeHTa B mpenenax HOPMBI, HO UMeeTcsa IeeKT
TPaHCIIOPTHBIX 0eaKoB. OCOOEHHOCTHIO MANMEHTOB Ib moaTnna sBngeTcs HERTPONEHNUs, CENTHYECKUE OYaru. B
CBSI3U C PE3KOM TMITONIMKEMHEH O0JIbHBIC BBIHYKICHBI ITOCTOSHHO IIPHHUMATD ITHIITY



['muxorenos Il tuna (6ome3ns Iomie)

HacnenyeTcs o ayToCOMHOPEIIECCUBHOMY THITY.

[TepBble CUMITOMBI IPOSIBISAIOTCS B IEPBLIE Hemenu XKus3Hu (1o 6 MecsueB mocie poxiacHus). JedexT
(bepMeHTa HaiijicH B IEYCHM, IMOYKaAX, CEJIE3CHKE, MBIIIIAaX, HEPBHOM TKaHH, JieHKonuTax. HaOmrogaercs
PaCCTPOMCTBO JIbIXaHUS, O€CIOKOMCTBO MK aauHamus. OTMe4aeTcss OTCYTCTBUE alllleTUTa, 3aJepKKa POCTa,
MBIIIICYHAsl TUIIOTOHMS. YBEIMUMBAIOTCS pa3Mephl cepilla, IeUueHU, oYek, ceae3eHku. Cepale nmpuooperaet
IApOBUIHYIO JOPMY, B CBSI3U C rUNEPTpoPrert MUoKapaa NosABIsAOTCS n3MeHeHusa Ha DKI'. HacTto BO3HUKAIOT
ruriocta- 20 THYeCKHME ITHEBMOHUH, OpPOHXMTHI, aTCiICKTa3hl JCTKHX, HAOMIOHAIOTCI MHUOOUCTPOdUS,
runopedaeKcusl, CIacTUYCCKUe Mapaanuud. Meieunas gopma rimkoreHos3a Il Thma BO3HHMKAET TOJIBKO B
MBIIIIAX MpH AepumuTe KUciaoin o-1,4- mmoko3ugasel. boie3ns nposBiaseTcs B 0onee MO3IHUE CPOKH U 10
KJIMHUYECKOM KapTHHE HAITOMUHAET MUOIIATHIO.



['muxorenos I1I tuna (6oe3ns Kopu, 6ome3un Popoca,
JIMMUTIEKCTPUHO3 )

Hacnenyercs Mo ayToCOMHO-PEIIEeCCUBHOMY THITY. MoJieKyia INIMKOTe€Ha UMEET YKOPOUCHHBIE Hapy KHbIE BETBH,

KOTOPBIE MOT'YT ITOJBEPIaThCs JUIIb YACTUIHOMY pacIlIeIIeHUIO (hocdopuias, a IaBHble Henu 11t hocdopuias
HEe JOCTYIHBI. B pe3ynbTare mpoayKIMs ITIF0KO3bl CHHKAETCS, a B ICUCHU HaKaIlJIMBAeTCs TIIMKOTEeH aHOMAaIbHOM
CTPYKTYpPbl, HAIOMUHAIOMIUN TUMUTACKCTPUH. I mukorenos 11l tuma nmeer asa nmoarumna: I1la, mporekaromniuii ¢

MOpaKEHUEM II€YEHU M MbIedHoi cuctemsl, u I1Ib, xapaxrepusyrommiicss M30JMPOBAHHBIM MOPAKEHUEM

neyeHu. JledexkT ¢pepMeHTa HalIEH B MEUEHH, MBIIIIIAX, JICHKOIUTAX, SpuTporiuTax. C mepBbIX MECAIIEB KHU3HU
y peOeHKa HaOIIJA0TCs IermaToMeranus, MbIIIeUHasl TUIIOTOHMS, TUIEPTPOdUS OTAEIbHBIX TPyl MBI, B

HEKOTOPBIX Cilydasx y OOJBHBIX OTMEUAIOTCS HapYIICHHUE CEepJAeYHOM MPOBOJAMMOCTH MU KPOBOOOpaIllCHUS,

runeprpodus muokapaa. Pa3zButue 0oJie3HM 3aMeIsIeTCs MOCje D-JETHEro Bo3pacTa WM B ITyOepTaTHOM
nepuoe.



OcobennocThio mukorenosa IV tuma (6oe3ns AHepcena,
AMHUJIOTIEKTHHO3, AU()(Y3HBIN TNIMKOTEHO3 C LIUPPO30M
IEYEHN )

SIBJIsIeTCsT OTCYTCTBUE TMOBBIIIEHHOIO YPOBHS ITIMKOIN€HA B IMEYEHU, HO CTPYKTYpa €ro M3MeHeHa. [ JIMKoreH

COJICPKUT yIJIMHEHHBIE OOKOBBIC 1I€TIH, XapaKTEPHU3YIOIIHMECS MEHBIIIUM KOJIMYECTBOM TOUEK BETBJICHHS, YEM B
HopMme. HakoIieHHe Takoro aMuiIonomoOHOro (pPacTUTENBHOIO) INIMKOI€HA BENET K IPOrPECCHPOBAHMIO

(bubpo3a U pa3BUTHIO IIUPPO3a MEUEHU B paHHEM Bo3pacte. HacnenyeTrcs mo ayToCOMHO-PEIECCUBHOMY THITY.
JledbekT pepMeHTa HaMJICH B MOYKaX, IIEUEHHU, MBIIIIAX, JICHKOIIUTaX. boje3Hs HabIoaaeTCs C IEPBBIX MECSIICB
YKU3HU U XaPAKTEPUYETCH T'EMATOCIUIEHOMETAIIMEN, PA3BUTUEM LIUPPO3a [IEUEHH, KEITYXOU, TUIOINTUKEMUEH.



['mukorenos V tuma (0one3ns Mak-Apiia,
mMuodochopriIazHas HET0CTAaTOYHOCTD )

Hacnenyercst mo ayrocoMHO-periecCuBHOMY Tuly. Jle@ekT pepMeHTa HalieH B MblIax. B cBs3u ¢
IJTUKOTCHHOW MHQWIBTPAIIMEH CKEJIETHBIC MBIIIIBI YBEIUYHBAIOTCS B 00bEME, CTAHOBSITCS OYCHB
TUIOTHBIMHA. MBIIIedHass ¢1ab0CTh, MBIIICYHBIC CHA3Mbl, TaXUKapAus NMpU (HU3NUSCKONW HArpy3Ke
nosBISIFOTCA B mepBble 10 et ku3HM W mIporpeccupyroT. HaOmromaeTcs TpaH3UTOpHAS
muorinoonaypus. KoHIeHTpanus jJakrara B KpOBH TOCE (PU3MYECKOM HArpy3KH yMEHBIIIaeTCs.
Yare (B 5 pa3) O0IEIOT JUIA MY>KCKOTO IT0JIA.



['mukorenos VI tumna (6oiesus I'epca,
rermarodochoprnasHas HET0CTaTOYHOCTD )

XapaKkTepu3yeTcsi 00pa30BaHUEM INTMKOI€Ha HOPMAJIbHOM CTPYKTYpPhI B JJOCTATOYHOM KOJIHNYECTBE,
KOTOPBIi HE MOXET MeTaboIM3upoBaTbes u3-3a GepmeHTHOro pAedekra. Hacnemyercs 1o
ayTOCOMHO-pelieCCUBHOMY TuITy. /ledekT pepMeHTa HalICH B MEUYECHHU, JerkonuTax. IIposBiaseTcs
OOBIYHO Ha MEPBOM IOy KM3HU. XapaKTEPHbI 3HAUYUTECIHLHOE YBEIMUYCHHE IICUYCHH B PE3YJIbTaTe
IJTMKOTEHHOM WH(UIBTpAllMK TEeHaTOIUTOB, 3aJep)KKa POCTa, KYKOJbHOE JIHIIO, THIICPIUIICMHS,
TUTICPIIIMKEMHUSL.



['muxorenos VII tuna (6oxe3us Tapyn,
MuopochodPyKTOKHHAZHAS HEAOCTATOYHOCTD )

[To cuMnTOMaTHKe CXOACH ¢ MIMKOreHo3oM V tuma. Jlepekr depmeHTa HaliieH B MBIIIIAX, dPUTPOIIUTAX.
Taxxke XapakKTepHBI MbIIIEUHAS CIA00CTh, YTOMIISIEMOCTh M OTCYTCTBHUE THIIEpPIAKTAIUJACMUH IIOCIIE
(bU3UIECKOM HArPy3KH.



['muxorenos VIII tumna (6onesns Tomicona)

BcrpeuaeTcss penko, HacleloBaHME HE ycTaHoBIEeHO. JlepekT depmeHTa HaWACH B IICUCHH,
rOJIOBHOM MoO3Te. llocime pokACHUS YBEIMYMBAIOTCS pPa3MEpbl IICYCHH, ITOSIBISICTCS HHUCTArM
(«TaHIyIONIHMeE I71a3a») ¥ atakcus. HeBpojornueckas CHMIITOMaTHKA IPOrPECCUPYET



['mukorenos IX tumna (6onesns Xara)

HaOmtomaeTcs B BUjie ABYyX NMOATUIOB. OIWH M3 HUX XapaKTEPU3YETCs ayTOCOMHO-PEIECCUBHBIM
TAINIOM HACJIEIOBaHUSA C IOPAKEHUEM IIEUYEHU, BTOPOM CHEIUJICH C II0JIOM, HACJIEAYETCS IO
PELIECCUBHOMY THUITY, MEPENACTCI OT MATEPU K ChIHY C X-XpPOMOCOMOHW. BTOpOoUM MOATHI SABIAECTCSA
reHEepaJIn30BaHHbIM 3a00jieBaHUEM. B CBs3M C BBIpAXEHHOW TemaToMerajidel OTHOCHUTCS K
neyeHoyHor ¢opMe mrMkoreHosa. Jledekr dpepmeHnta HaliieH B meueHU. Y OOJIbHBIX HaAOJIIOmACTCs
rEmaToOMEr s,



I mukoreno3 X tuma

Camplii penKuid — U3BECTEH OJWH ClIydall y €IMHCTBEHHOro OosibHOTO. HacnemoBanue He
ycTaHOBIIeHO. [ledekT dhepMeHTa HaiieH B ITeueHH, Mblmax. Habmromamace remaroMmeranms, uepes 6
JIET MOCJE HadaJia 3a00JICBaHMS MOSBIINCH MBIIIEYHBIE OOMM W CITa3Mbl MBI MOCIE PU3NIECCKUX

YIPAXKHECHUU.



[ nukoreno3 Xl Tuia xapakTepu3yeTcs 3HaUUTEIbHbIM
YBEIUYEHUEM IIEUEHU U PE3KOU 3a0E€PIKKOU pOCTA.

Hao6mronarorcst cumntoMsl runodocdaremuyeckoro paxura. HacienoBanue He ycTaHOBJIEHO. JledekT
(hepMeHTa HalJICH B IIEYCHH, MMoYKax. B myOepraTHOM mepuojie BO3MOKHBI YMEHBIICHUE Pa3MEPOB
[ICYCHH, YCKOPEHHUE POCTa, HOpMAIU3alus ypoBHs pocdopa B KpOBH.



Oedexthl hepmenTor metabonuama rnukorexa,
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MYKOITOJIMCAXAPUJIO3bI

ComntacHo (hepMEHTaTUBHBIM Jie(heKTaM U TSKECTH KIMHUYCCKONH CHMITTOMATUKH, BeIACISIOT 10 Tunos MIIC.
DEHOTUITMYECKH BBIICIISIOT CICAYIONIUE THTIBI:

1) MIIC I: — MIIC [ H — cunapowm I'ypiep;

— MIIC I H/S — cunnpom I'ypnep—Illeiie;

— MIIC I S — cunapowm Illeiie;

2) MIIC Il — cunapom XanTepa, yMEPEHHAs U TsKeIas (POPMBI;

3) MIIC I — cunapom Canduiumnmo:

— MIIC III A;

— MIIC III B;

= VIS

— MIIC III D;

VRIS

4) MIIC IV— cunapom Mopkuo:

— MIIC IV A — cunapom Mopxkuo A;

— MIIC IV B — cunapom Mopkwuo B;

5) MIIC VI — cunapom Maporto—Jlamu, yMepeHHas U TshKenas GopMBbI;
6) MIIC VII — cungpom Cras;

7) MIIC IX.

Bce THIBI HACIELYIOTCS 110 ayTOCOMHO-PELECCUBHOMY THITY 3a UCKIIOYEHUEM CHHIPOM XaHTepa (TUIl HAaCJIe0BaHKs PELIECCUBHBIMN, CLEMIEHHBIN ¢ X-XPOMOCOMOIA).



Mykomnoancaxapuios




HAPYIIEHNWA OBMEHA I'AJIAKTO3bI

I"'anakro3eMun— HaCJICACTBCHHBIC 336OHCB8HI/IH, O6YCJ'IOBJ'I€HHBIC HapYIICHUSAMHA MeTaboIn3Ma TaIaKTO3HL.

CxpuHUHT. MeToa JIJ11 MacCOBOTO HEOHATAJIbHOTO CKPUHHUHTA BIIEpBBIC ObLT mpeaioxkeH ['arpu B 1946 1. B
HACTOSIIEE BPEMS CAMBIM PACIIPOCTPAHEHHBIM JIJIsi MACCOBOI'O CKPUHHHTA SIBISETCS META00IMUIeCKuil TecT (¢
MCIIOJIL30BaHHEM YHHBEPCAILHOTO aHaIn3aTopa Tiia Victor) — ompezencHue rajJakTo3bl i TajJakTo30-1-
docdara B mina3zme KpOBH.

Tect IMPOBOJIUTCA HA 4-¢ CYTKHU KU3HH Y JOHOIICHHbLIX N HA 7-e — Y HCAOHOIICHHBIX HOBOPOKACHHBIX,
BCKapMJ/IMBACMBIX MATCPUHCKHUM MOJIOKOM HJIN MOJIOYHOH CMECHIO.

Cpenu rajnakrozeMuit Tvn [ — camas Tsikenas, TpeOyrolias HEOTI0KHOW KOPPEKIUHU MaToyiorys. MaccoBbIi
CKPUHUHT HOBOPOXKJIECHHBIX, IIPOBOAUMBINA BO MHOTUX CTPAHAX, HAIIPABIIEH HA BBIABICHUE UMEHHO 3TOU
(OpMBI FAJIAKTO3EMHUH.



Knaccudukanms

B HACTOALIEE BpeEMS U3BECTHO TpU
HACJIEJICTBEHHBIX 3a00JieBaHUsl, OOYCIOBIEHHBIX
HEJIOCTATOYHOCTHIO (PEPMEHTOB, YYaCTBYIOLIUX B

MeTa00JIN3ME rajJaKTO3bl: 2. Bapuant ranakrozemuu Jlroapre.

Knunudeckue hopMbl:

1. TunmuHas (KIaccHuecKkas ) raJakTO3EMUs.

— rajakro3emuss | Tmma (HemocTaroduHOCTh 3. HerpHTSHCKHIA THI GOIC3HH.
rajgakTo30-1-docharypuaunrpancdepass 3 S 3

Lgean p hepasey 4. Berinapckuii (JIETKUil) BApHAHT.
KJIACCHUYECKAs TAIAKTO3EMUS );

TeueHue 3a00aeBaHUsI OBIBACT TPEX BUIOB:
— ramakrosemust Il Tuma (HemoOCTATOYHOCTH

FaHaKTOKI/IHaBBI); TAKCIIOC, CpCI[HefI TAKCCTH U JICTKOC.

— ranaktozemus Il Tuma (HemocTaro4HOCTH
rajaKTo30-4-3muMepassl).



[Ipodunnakrrka

B MCPONPUATHAX I10 IIPCTOTBPAILLICHUIO rajJakToO3eMuM BBIJICJIAOT JIBA HAIIPABJICHHA.

IlepBuyHasi NpopPUIAKTHKA:

— paHHEE BBISIBJICHUE OEPEMEHHBIX B CEMBSIX BRICOKOTO PHUCKA M aHTEHATaJIbHasi NPO(MUIIAKTHKA, COCTOSIIAs B
MCKJIIOYCHUHU MOJIOKA U3 JUEThl OEPEMEHHBIX — METO]I BRICOKOA()(PEKTHBEH;

Sty G ceMen puUCKa — IMO3BOJIACT PaHO, T. C. CIIC B I[OKJ'IHHH‘ICCKOﬁ craanu, IOoABCPruyThb CIICHUAJIbHOMY
O6CJ'I€I[OBEIHI/IIO HOBOPOXIACHHOI'O M IIPHU ITOJOXHUTCIIbHBIX PC3YyJIbTAaTaX IICPCBCCTH C€I'0 HaA 0e3JIaKTO3HOEC
BCKapMJIMBAHUCE,

— CIEIUalIbHbIE CKPUHUHT-TIPOTPpaMMbl MAaCCOBOTO OOCJIEIOBAaHMUS HOBOPOXICHHBIX — IS PaHHEro
BBISIBJICHUSA 3a00JICBAHUS.

BropuuHas npodpuiakTuka:
— TINATEJIbHO KOHTPOJIUPYEMas JUETOTEpAIIus;
— KYPChI ITPOTUBOPELUIMBHOTO JICUCHUS;

— QAN OO PEKUM, JICUCHUE UHTEPKYPPEHTHBIX 3a00JI€BaHUM.
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Cracu00 3a BHuManue!



