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AKTyasibHble NPobaeMbl IETCKO FacTpO3HTEPONO

BBepeHue

v HacnencrBenHble 6ome3Hn o6MeHa BeIIeCTB — 9TO
rpyima 3a00jeBaHNUIl, BOSHUKAIOLINX B pe3y/IbTaTe
CTPYKTYPHBIX HApYILIEHNII T€HOB, OTBETCTBEHHBIX 3a
CHHTe3 Pas3/NIHbIX QYHKIMOHANBHBIX OENTKOB.

v/ bonbmmHCTBO 6onesHelt oOMeHa ABJIAIOTCA pelec-
CUBHBIMIM 3a00JI€EBAHMSAMM, KaK MPABI/IO, ayTOCOM-
HBIMIH, PeXXe CLEIIEHHBIMI C X-XPOMOCOMOIL.

v Hamnbonee wacto atn 6omesHu 0OyCIOBIEHDBI Kade-
CTBEHHBIM VIV KONIMYEeCTBEHHBIM fleheKToM epMeH-
TOB (LUTOIUIA3MaTUYECKUX, TM30COMHBIX, [EPOKCHU-
COMHBIX) /M TPAHCIIOPTHBIX OETKOB.

v/ B pesybrate nmpoucxogut n36bITOMHOE HAKOIUICHIE
BellleCTBA-IIPEALIECTBEHHKA, €0 TOKCUYECKUX Me-
TaOONMUTOB WM HaOMIOfAeTCs HeXBaTKa KOHEYHOTO
HPOJYKTA PEaKIUL.

v BoresHu, Ipu KOTOPBIX MPOAYKThI HAPYIIEHHOTO 06-
MeHa HaKaIIMBAIOTCS B K/IETKAX U TKAHIX, Ha3bIBa-
I0T Tako)Ke 60JIe3HAMIU HAaKOIJIeHNU A (Te3ayPUCMO3DI).

Knununyeckne nposaBnenus
HacneCTBEHHbIX 60ne3Hei
o6meHa BewecTB

v Kimmnandeckue mposiBiieHnst 06ycioBIeHbl OTCYTCTBH-
eM MM HeJOCTAaTOYHBIM CHHTE30M OJHOTO MM He-
CKOTIbKMX (DepMEHTOB, YIaCTBYIOLINX B OOMeHe aMM-
HOKJIC/IOT, YITIEBOLOB, >KMPHBIX KUCIOT Wi 6oee
CTIOXKHBIX IIPOMEXXYTOYHBIX IIPOJYKTOB.

v MoryT nposiBisAThCs B II060M BO3pacTe.

v BakeH TIjaTe/npHbll cOOp CeMeIHOrO aHaMHesa: Ha-
nudue KPOBHOPOJCTBEHHOTO Opaka pojmTesneii, BbI-
Kuppiy, rnbenb IUIOfA, CMEPTb feTell B PaHHEM
BO3pacTe, CMHAPOM BHE3AIIHOM JIETCKOV CMepTH, He-
BPOJIOTMYECKIE CYMIITOMBI HESICHOI 3TMOJIOTUN, 3a-
IIep>KKa ICUXNIECKOTO PasBUTHAL.

v Ilpu paHHeM [e610Te CUMIITOMBI IIOSIBJISIOTCS MOCTIE
HaYasia BCKapM/IMBaHI.

v KnmHudyeckass KapTwHa: TUIEPBEHTWISALVS, SIIN-
NeNTUYecKye MPUMAgKY, COHMMBOCTD, KOMa, Hapy-
IIEHNUs MBIIIEYHOTO TOHYCA, TelaTOCIIEHOMET AN,
XKeNITYXa, PBOTA, BSITIOE COCAHIE, HEOOBIYHBII 3aMax
BBIJIe/IEHIT, Te/Ia; HeBPOIOTMYECK I HAPYIIEeHII.

v Ocrpble 61OXMMIYIeCKe HAPYILIEHNsT BKIIOYAI0T Me-
TabOMIYECKNIT allMI03, TUIOITIMKEMIIO, TUIIePaMMO-
HIEMIUIO, CHHAPOM LMUTONM3a, TIMIepOuInpy6nHe-
MIIO, AUCIPOTENHEMUIO.

v Ilpu fe61oTe B paHHEM € TCKOM BO3PacTe XapaKTepu-
3YIOTCsI IIPOTPECCUPYIOLeil TernaToCIeHOMeTaert,
PaxuTOM, IOMYTHEHNEM POTOBUIIbI, ISMEHEHUAMMU CO
CTOPOHBI I71a3: CUMITOM «BUIIHEBOI KOCTOYKI», Ha-
myne xonbua Kajisepa — Omaiiepa.

v BoresHn HakomeHms ¢ HadanoM B 6oree MMO3AHEM
BO3pacTe MOTYT IIPOSIBIIATHCS CHIDKEHMEM CIIOCO0-
HOCTM K OOYYeHNIO, MBILIEYHOI CMaboCThio, 60-
JIe3SHEHHBIMJ ~CIIa3MaMM  MBbIIIL, 3aTPYAHEHUSAMNI
mpu xofbbe, HApYILIEHWSIMU ICUXUKU U IOBEEeHIUs,
K/IVHUKO-Tab0PaTOPHBIMY IIPOSIB/ICHVSIMI XPOHIYe-
CKOTO TenaruTa, [Uppo3a IMedeH.
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OcHOBHbIe KﬂMHMKO-ﬂaGOPaTOPHbIe CUHAPOMDI
npu meTabonuyeckux 60nesHAX neyeHu

v/ Kenryxa

v Temaromeranusa

v CrineHomeranus

v CuHfpOM LIMTONM3A

v CuHppoM xonecrasa

06cneoBaHMe NPU XPOHUUECKIX
3a0071eBaHNAX NeYeHN
1. C6op anamHesa.
2. O6beKTNBHOE 06CIeOBaHIE.
3. O61u1ne TabopaTOpHbIe NCCIETOBAHIIS:
a) OMOXMMUYECKIIT aHAI3 KPOBY;
0) IpoTeNHOrpaMMa;
B) KOarynorpaMma.
4. Bupyconornueckue uccnegosanns (VIQA, IILIP).
5. IMMyHOMOrM4ecKme NCCaefoBaHmns.
6. Y311 opraHoB OpIOIIHOI ITOJIOCTY C oIIUIeporpagueit
COCY/IOB reIlaToOMMMapHOI 30HBL

Cneunduyeckne nccnesoBaHns

1. Ayroantutena (AMA, ASMA, ANA, antu-LKM-1).
2. broxuMudeckuil aHann3 KpoBu (Llepy/loIIa3MuUH,
anb¢a-1-aHTUTPUIICHH, QepPUTHH, TPaHCHEPPUH).

3. broxmnMusa Mo4m: 9KCKpeLys CyTOYHONM Meji, OIIpefie-
JIeHye CYKIMHIIAIeTOHA.

4. Macc-CrieKTpoMeTpus.

5. MonekynsapHO-TeHeTIYeCKe METOIbI MCCTIeIOBAHNA.
6. KoHcynbTanum creryanicTos (HeBpOIaToIor, Hepo-
JI0T, 0 Ta/IbMOJIOT, TEHETHK).

7. AHTHOrpadus COCYH0B renaToONINapHOlt 30HBL.

8. Konmonockomnus.

9. MPT, KT, cuunturpadus, pearrenorpadus.

10. buoncus neyenn.

HacnepctBeHHble 6onesHn o6meHa,
npoTeKaloLue C CMHAPOMOM Xonecrasa

Hapyurenne skcKpeTOpHOI QYHKIVM TeaToOmInapHoit
CHCTeMBI, IIPOSIB/ISIONIEECs] CHIDKEHIEM KaHa/IbIeBOTO
TOKA JKeJTUM, IeYeHOUHOI 9KCKpeluy BOAbL, O1npy6u-
Ha 1 XKETYHBIX KUCIIOT, B Pe3y/IbTATe Y€r0 MPOUCXOANT
HAKOIUIEHN€ XKeT4) B TelaTOLMTAX 1 SKeTYHBIX Iy TIX
C JIa/IbHEJIIINM OBBIIIEHVeM KOHLIEHTPALNY ee KOMIIO-
HEHTOB B CBIBOPOTKE KPOBH.

Buowt xonecmasa

BHyTpune4eHOYHbI
Xomnecras

BHeneueHOYHBIIT X0TIeCTa3

CBs13aH C 3aMeIIeHEM
raccaxa
II0 JKE€TYEBBIBOOAIINM HYTHM
B CBA3U C HapymeﬂmeM

CTPYKTYPBI ¥ GYHKIUM
JKETIEeBBIBOJIAINEI CHCTEMBI

CBs13aH C HApYLUIEHUAMU
CUHTe3a KOMIIOHEHTOB
KeJTYM M1 UX TIOCTYTIIeHVIeM
B )Ke/TYHble KaIM/I/IAPBI
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Ilamoczene3 knuHU4ecKUx npwls/leuuﬁ xonecmasa

- Hapyme}me TIOCTYIUIEHVIA JKETYHDIX KMCIIOT B KUIIEYHIK -

Y

HemocTaTok coseit >KeTIHbIX

—> Hapyenue sMy/IbrupOBaHA )KUPOB
KICTIOT B KMIIEYHMKE

Y

Jnapesi, ManbAUreCTus,

Creatopes
TUIIONPOTENHEMIUS

Y

ManbabcopOupys

Y

(remopparyyeckumit
CUHIPOM: TIeTeXIL,
MO3BI, KPOBOTOUMB!
IIPOTPOMOIHOBOT!
MHJIEKCa)

epuIuT BUTaMUHA
«KypPUHasl CIeroTay
UIIepKepaTo3 KOXKIL
unuT BUTaMUHA

Knunuueckue nposieneHuUst xonecmasa

- Knmnuangeckne IIPOAB/IEHNA XOJIECTasa

v Y
BcachiBaHVe KOMIIOHEHTOB } KOHIIEHTPALUM XKETYHBIX KUCIOT
JKETYM B KPOBb: B IIPOCBETEe KMIIKIL:
= KeTTYHBIEe KUCTOTHI (3Y]T) " HapylleH!e BCAChIBAHMS XKUPA
= Ouwmmpy6uH (KenTyxa) (HapyiIeHMe MUTaHNA,
= XOnectepuH (KCAaHTOMATO3, 3ajiepXKKa pocTa)
TUIIEPXO/IeCTEPUHEMIIS) = HapylleHue BCAChIBAHNS
BospeiicTBIIe KOMIIOHEHTOB >KET4l JKMPpOPACTBOPVIMbIX BUTAMIIHOB
Ha MeYeHOYHbIe KIIETKI U KaHaJIbIIbI (A, D, E, K)
(remaToTOKCUMYHOCTD) = muapes (creatopes)
Y

. bunnapnblit nuppos -

v v

[TopranpHas runepTeHsus IleyeHOUHaA HEOCTATOUHOCTD

Cunapom Anaxuns

CI/IHOHI/IMbI: CI/IH,E[pOM TUIIOII/IaA3UN
JKEITYHBIX HpOTOKOB, CI/IHleOM BaT—
coHa — Musnepa, apTeproned4eHoy-
HaA OUCIIJIa3NA.

Ipyonvie v Pacnipoctpanennocts - 1:70000-
10360HKU 1:100000 >XMBOPOX/I€HHBIX.

6 popme v/ AyTOCOMHO-/IOMVHAHTHBII TUII Ha-

6abouxu CTIeOBaHMS.
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v/ Tenernmueckuit medexr mokannsosan B rere JAGI,
KOTOPBII pacIoNIoXKeH B KOPOTKOM Iinede 20-i1 Xpo-
MOCOMBI.

v/ IlposBnseTcs yMeHbIIeHNEM KOMMYeCTBa BHYTPU-
TTeYeHOYHBIX MEeXJOTbKOBBIX >KETYHBIX IPOTOKOB,
XO7IeCTa30M, aHOMaNUAMU CepAedHO-COCYAUCTOI,
KOCTHO-MBIIIEYHO CHUCTEM, IIaTOJIOTMEN MoYeK,
MTOJI>KENTYJOUHOM >KeJle3bl, HEBPOJIOTMYECKMMI Ha-
PYLIEHVAMMA.

KnuHudeckye npoABIeHNsA CUHAPOMA ATa>KMIA:

= OKeITYLIHAs OKpacKa KOXXI ¥ CIM3UCTBIX 0007I0UeK;

= [IepUOAMYECKY aXONMYHbI CTY/I M TEMHAA MOYa;

= TIOCTOAHHBI MHTEHCUBHBIN KOXKHBIN 3y/[I;

= IOBBIIIEHNE YPOBHS OMIMpyOnHa 3a CYET IPSIMOIL
¢pakuuy, Bpicokuii yposenb ['T'T, menoqnoi oc-
¢daraspr, ACT, X0/mecTepuHOB CBHIBOPOTKM KpPOBU
U TPUTTINLEPUJIOB;

= 3afiep>kKa GU3NYECKOTO Pa3BUTHS;

= XapaKTepHbIe YepThl Mnia (IUpOoKuit 106, rry6oko
MOCakKeHHbIe I71a3a, JIETKMUII TUMepTenopusM, mps-
MOIJT HOC U 3a0CTPEHHBII HOZOOPOTOK);

= CKeJIeTHbIe aHOMAJNM, BK/IIOYAIOIIMe HETOCTAaTOY-
HO€ CpacTaHMe IepeJjHell JyI'M IT03BOHKOB, Yalle
B IpyfHOM otpene, spina bifida oculta, yxopoue-
HUe RUCTANbHBIX (anaHr, KOPOTKYI JIOKTEBYIO
KOCTb;

= pasIMYHbIe AHOMA/MNN I71a3 (3afHUIl 9MOPUOTOKCOH
I IATONOTMYECKOe BO3BbimeHue nuHuu IlBanb6e,
Apyssl ¥ IUIOTPOdMsA [JUCKa 3PUTENIBHOIO HepBa,
naTonornyeckass NUTMeHTalMsA CeT4YaTKM, CTpa-
6113M, 9KTOI NS 3padKa);

= IIATOJIOTUA CEePHeYHO-COCYHAVCTON CUCTeMBI (Iepu-
(bepudecknit cTeHO3 ¥ TUIION/IA3Ms1 BETBEI IETOUHOI
aprepun, terpaga Pasno, CTeHO3 1eroYHOro Kjamna-
Ha, A0PTA/IbHBII CTEHO3, TedeKT Me>K>KeTYLOIKOBOI
eperopopk, gedekt MeXIIpefcepaHOI eperopos-
KV U aHOMaJIbHBII1 JIETOYHBII BEHO3HBII BO3BPAT);

= ManbabcopOIMs KMpa, BHEIIHE HAMOMIHAKOI[AS
HapylleH)e 9K30KPUHHON QYHKILMU TOJKEeTyR0Y-
HOII >KeJie3bl;

= 3a007€eBaHUs IOYEK, BK/IIOYAIOLINE HapyIlIeHle
KOHIIEHTPallMOHHO QYHKIUY, HedpOINTHA3 WK
CTPYKTypHble aHOMaauy pasBUTUA (YMeHbIIEHME
pasMepoB TO4YeK, eAVMHCTBEHHas MOYKa VN MOIU-
KICTO3 IIOYEK).

[porpeccupytoLuynii CeMeitHblil BHYTPUNEYEHOYHbIIA
xonecras ([1CBX)

v/ Ipynma HacnmencTBeHHBIX 3a007I€BaHNUIL, MPOSBILIIO-
II[MXCsI XO/IECTA30M U CBSI3AHHBIX C HAPYIIeHNeM (QyHK-
LMY TPAHCIIOPTEPOB (HOCHOMUIINIOB WU SKETIHBIX
KICTIOT B KJIETKAaX OVM/IMapHOTO SIUTENNA.

v Tum Hac/megoBaHMs ayTOCOMHO-PELIeCCHBHBIIL.

v Knmacendmkanyst:

= [ICBX I tumna (60ne3us Baitnepa);

= TICBX I tTnma (cungpom baitnepa);

= [ICBXIII Tuma.

Cneusbinyck «lkona ana npakTukytoLmx Bpayei»
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Omuonoeuss ICBX

Jedbnyt MeMOpaHO-CBA3aHHOTO pepMeHTa Hapymenne sKcKpeLuy mpeuMyIiecTBeHHO Hapymenne sxckpennn Gpochonnmnos
TT-tuna AT®-aspl, TpaHCHOPTUPYIOLIEH XeHOJIe30KCUXOJIEBOII KMCTIOTBI Yepe3 (bochoruamnxonny) yepes KaHaIbLEBYIO
KeTTYHBIEe KUCIOTHI Yepes3 KaHATIbIIEBYIO KaHaJIbL[eBYI0 MeMOpaHy remaToLnTa, MeMOpaHy relaToLNTa, CBI3AHHOE C
MeMOpaHy relaTonuTa CBA3aHHOE C OTCYTCTBUEM Ha ee IIOBEPXHOCTI OTCYTCTBMEM Ha ee IToBepxHocTy MDR3-II-
[I-rmukonporenna [JIMKOIIPOTENHA
Knunuueckue nposienenus IICBX Buoxumuueckue nposienenus IICBX
Kenryxa ++ ++ ++ Bunupy6un t t t
061t/ TIpAMOIt
YBenierue MepeHHOe MepeHHOe MepeHHOe
nesenu YMEp YMEP yMep ACT, ATIT t t t
Axomnust ITT VN VN t
HETIOCTOSHHO | HEIOCTOSHHO | HEIOCTOSHHO
cTynma
Xonecrepun i } t
Koxxwplit 3yp, A AFFaF +++
o t t t
Hunapes + - -
111 Tt Tt
Tedyyr JKemunbie .
+ + + HOTOTEL } XeHOe30KCIXOTIEBOII
BUTaMIHOB e ——
ITankpearut + - -
Hedunnr
[uppos + + +
4L RIS + BUTAaMMNHOB
HIeYeH N

Knunuueckue nposienenus IICBX

HuHammyeckas

Hapymienne noriouieHns me4eHOYHbIMI KIETKAaMU U CEKPEIUN B YKeT4b pafmodapMIipenapaTa
rermaToOuIMCHMHTUTpaduA Py m pen pazoapmipenap

Bocnanenne n yyactkn
3aKYIOPKM >KeTYHBIX

Mopdornorus nedeHn KaHasnbIeB. Moxer
BBIAB/IATHCA TUIION/IA3KA

METIKVX YKe/TIHBIX IIPOTOKOB

BocmanurenbHble ABTEHNA
C TUTaHTOK/IETOYHBIM
remaTuToM, pubpos,
ponudepanyst FyKTyI

TlopranbHbii GpubpO3,
AYKTY/IsIpHAsE PO eparnys
(MOXeT OTCYTCTBOBATh)

Amuonozuueckue paxmopovt BHI

rnukorexa (BHI)
0 AI‘)II/IKOI‘CHOS rHMKOPCHCMHTeTa3a

HacnepcTsenHoe HapylieHue yrie-

I | Bonesus [pke Imoko30-6-docdaTasa BOJIHOTO OOMeHa, XapaKTepusyIoliee-
€5 M36BITOYHBIM HAKOIIIEHEM ITIMKO-

II | bonesun ITomne JInsocomanpHas anbda-1,4-Imoko3nmasa TeHa B Pas/IHBIX OPTaHAX I TKAHAX:
III | Bonesus Kopu Amnio-1,6-TI0Ko31asa Me4€HM, ITI0YKAX, MBIIIIAX, CEPALIE.

IV | bonesup Anpiepcena Ammno-(1,4-1,6)-TpaHCIIIOKO3MIa3a Kmumiraeckue npossnennsa BHT:
VI | Boresun Tepca Dmkorendochopinasa = XapaKTepHbIl «KYKO/IbHBI/» BHEII-

HIIT BUJ, peOeHKa;

IX ®ocdopunkunasa = BbIpaKeHHasI TeTaToMerasi

= TUIIOITIMKEMMNYECKIME COCTOAHMA,
= 3a/lep>KKa pocTa.

XI | Cuagpom ®ankoHu — Bukens I’mox030-2-TpaHcmopTep

0. Meamatpua. Anpenp. 2012
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Jla6opamopnvie noxazamenu BHI'

IToka3arens Tun BHT
Tunornukemus 1,3,6,9
Cungpom 3 — BBICOKOE,
LIATONN3A 1 — ymepenHoe,

6, 9 — He3HAYUTENIbHOE

1 - BBICOKOE,
3, 6 — yMepeHHoe

t xomnecrepuna

1 KOK 3
JlakTaTanumos, 1
KeTOoaIui103

1 MO4YeBOII KMCIOTHI 1
Onurocaxapuasl 6,9

1,3

t anbda-ammniassr

HacnepcTBeHHas HenepeHOCMMOCTb GPYKTO3bI

v/ AyTocoMHO-peleccuBHOe 3abo7eBaHMe, CBA3AHHOE C
MyTalyell B TeHe ajIbJo/Iashl B 1 npuBopsinee K Hexo-
CTaTOYHOCTY 3TOTO pepMEeHTa, YIACTBYIOIIETO B MeTa-
6omn3me GpyKTO3BDL.

v Hacrora BctpedaemocT — ot 1:23000 o 1:40000.

v Kinunnko-nmabopatopHble IPOsB/ICHNA:

= reraToMerass;

= CIUICHOMETAsNsA — PEefIKO;

= CUHAPOM LIUTONN33;

= TUIOITIMKEMIS;

Knunuxo-nabopamopnvie nokasamenu muposunemuu I muna

ITopaskenne ITHC
(cymopory, 3ajiepKKa IICHXOPEe4eBOro pasBUTI,
nepudepryecKas MOMMHENPOIATIA)
Koma

Tenmatut, nuppos
tITT, ACT > AJIT

Butamun-D-pesucTeHTHBI paXuT

Tunornukemms
MeTabonmyeckuit annugo3

bonesHb lowe

v TeHerndeckoe 3aboseBaHe, 00YCIOBIEHHOE Ae(PeKTOM
nm3ocomanbHOro (epmenrta 6Gera-D-rmokosngassl u
XapaKTepusyoliieecss HAKOIUIEHNEM IIIOKOLepe6posu-
fia B KJIETKAaX PETUKYIO3HOTE/NAIBHOI CHCTeMBI (T1e-
YeHb, CeJle3eHKa, KOCTHBII MO3T).
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= B aHaMHe3e — TUIIOITIMKEMIYeCKNe COCTOSHVA IIpK
yHoTpe6/IeHNN B NIy caxapa 1 pPyKTO3BIL.

HapyLwieHna amMHOKUCNOTHOrO 06MeHa
(amuHoaumponaTin, ammHoaLMaoypun)

v Tuposnuemusa

v HemocTaTo4HOCTb apTMHMHOCYKI[MHA3DI
v bonesHb MO4M «K/I€EHOBOTO CHPOIIa»

v Imyraposas anupeMnsa

v IIponmoHoBas aungeMns

v/ MeTunmManoHoBas anyieMus U ip.

Tupo3nHemua | Tuna

v/ AyTOCOMHO-peLiecCHBHOE 3aborneBaHe aMIHO-
kucmorHoro obmena  (1:100000 HOBOPOXKJIEHHbIX),
00YyC/IOB/ICHHOE ~ HEOCTATOYHOCTBIO  epMeHTa  dy-
MapualleToaleTaT-TUAPO/Iasbl, MPUBOAALIEH K HaKo-
[VIEHMIO TOKCMYECKMX MPOAYKTOB, BBI3BIBAET HApyIile-
HIe PYHKIVIM IIeYeHN, II0YeK, HeBPOJIOTYecKye KpU3bl.

v ®opmsl TnposuHemun I Tuma:

= ocrpas (tum la);

= xponmdeckas (tum IB).

IuddepennyanbHbIi AMarHO3:

v Ileyenounsle mopypymn

v Hemocrarounocts ¢ppykroso-1,6-6mupocdarassr

v HemoctaTouHOCTB a/b0/ma3bl

v HemocratouHocTs ramakroso-1-pocdarypuanarpasc-
depassr

v Hepocrarounocts anbda-1-aHTUTpUIICKHA

v/ MUTOXOHIpMaIbHAs ATONIOT A

v HeoHnara/npbHbIll TeMOXpOMATO3

v/ BpoXX/ieHHbI1 renaTuT

v BHT

AHemust
JletikouuTo3

tITT, O, JIAT
1 ACT > AJIT

CykiyHMIaneToH B Moye > 10 N

Anbda-deromporent > B 20-200 pas

t THUPO3VHA I METMOHVHA B KPOBI

v Dopmbl 6onesHm:

= ] tun (OTCyTCTBYIOT HEBpOTIOrMYeCcKye IIPOsIB/ICHNA);

» II tun (MHQaHTWIBHBIA, WX OCTPBII HelpomaTrinde-
CKIiT);

= [II T (MOROCTPBII HeJIpOIATUYeCKIIT).

Cneusbinyck «lkona ana npakTukytoLmx Bpayei»
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Knmanyaeckie
CUMIITOMBI

\ v

AKTUBHOCTD OeTa-D-
IJIIOKO3Ua3bl
B JIEVIKOLJMTaX KPOBY

= bonmm B KocTax

= AcCTeHMYeCKuit
CUHZIPOM

= 3aziep>KKa
usngeckoro
¥ TIOJIOBOTO
pasBUTHA

= [emaTomeramus

= CrteHOMeranms

= TpombouuToneH s

= AHemus

= [JaTomorms KocTen

Oxozpamma neuenu peberka
15 nem c 6one3nvio Towe:
«ysen Towe»

Cmpamezus nocmanosku ouaznosa «6one3xv Toue»

HepocraTtouHoctb anbda-1-aHTutpuncuna (A1AT)

v/ HacnencrBenHoe — 3abonmeBaHme € ayTOCOMHO-
PellecCBHBIM TUIIOM HACTeIOBAHMA, XapaKTepy3yio-
1ieecs CHIDKeHMeM cofiepskanua A1AT.

v Yacrota BcTpedaemocTy B ormyssAnym — 1:1600-1:10000.

v/ Tlaromoruyeckye MsMeHeHUA OOYC/IOB/IEHBI My TallusA-
mu B rete Pi 6enka A1AT (14-s1 xpomocoMma), 4TO IIpu-
BOAUT K HemocTaTouHOCT A1AT B mevyeHm, 1erkux.

v Knunndeckne nposBieHN:: HOpaXkeHye edeH 11 Xpo-
HIYECKNe Hecrenuduaeckre 3a00TeBaHMs JIerKix,
IIPUBOJALLYE K Pa3BUTHIO 9MpI3EMBL.

bonesHb Bunbcona (bB)

Bonesnp Bunbcona — HacnencTBeHHOe 3abo0jeBaHUe,
00YC/IOBTIEHHOE HapylleHreM oOMeHa Mefyl ¥ XapaKTe-
pusylolieecs U30BITOYHDIM ee HAKOIUIEHNEM B TIeYeHN 1
LIEHTPaJIbHOJ HEPBHOI CUCTEME.

v Pacipoctpanennocts bB B Mupe cocrasnger 1:30000
HacenmeHust, 5% cpemyt 6OMBHBIX O 35 JIET C MAUOIATH-
YECKVM XPOHNYECKUM aKTUBHBIM T€ITaTUTOM™.

v ®opmbl BB: neyeHouHas; HEBPONIOIMYeCcKas; CMeIIaH-
Had.

v Knundeckue nposisnenus 6onesuu Buibcona:

*Schilsky M.L., Scheinberg I.H., Sternlieb I. Prognosis of Wilsonian chronic
active hepatitis // Gastroenterology. 1991. Vol. 100. Ne 3. P. 762-767.
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Crrerpurdeckue 6MOXuMmIecKie UCCIeTOBAHIA >

Tenetnueckoe
MCCIeTlOBaHIe

v v

YpOBEHDb XUTOTPUA3KASHL
B CBIBOPOTKE KPOBM

Ckpunnar JJHK
Ha YacTble MyTalun

Penmeenozpamma 6edpenoi
KOCmu 6 npamoii npoexyuu
pebenka 15 nem c 6one3nvio
Towe: onpedensemcs
K071606U0HAS Oepopmayus
oucmanvHvix memagduszoe
6edpennoti kocmu

= co croponbl JKKT: XpoHMdYecKuit TermaTut, Luppos me-
YeHU, XOJIe/INTHAS;

= o¢ranpmonorndeckue: Kompio Kaitzepa — Orsiturepa;

= TeMAaTO/IOTMYECKNE: TeMOIN3, KOATY/IOMATII, TPOoMOO-
IIeHVIsI, JIEMKOTIEHIST;

= TOYeYHble: peHaTbHbIE TYOY/IAPHbIE HAPYLICHUS, CHIU-
YKeHIie TTIOMepY/ISIpHOIT GpuibTparym, HepponuTnas;

= CephevHO-COCYANCThIE: KapAMOMMOIATIS, APUTMUIL,
HAPYIIEHsT TPOBORANMOCTI;

= KOCTHO-MBIIIEYHbIE: OCTEOMA/LSILNS, OCTEOIOPO3, 3a-
607eBaHNsA CyCTaBOB.

v JJnarHocTryecKme KpuTepumn:

= CHIDKEHIE YPOBHSI LIePY/IOIIa3MITHA;

= [IOBbILIEHNE 9KCKpenuy Megyu ¢ ModYoit (6asanpHOI
u B 11pobe ¢ D-IieHnumiIaMiuHoM);

= TOBBIIICHE COfIePYKAHNA MeM B TKaHM MIeYeH.

3aKntoueHue

v HacrnenctBennble 60/me3HM OOMeHa BeIeCTB MOTYT
HPOSIBIATBCSA B M0OOM BO3pacTe

v KiHndeckye cMIToMsl 06yCIIOB/IeHbI HAKOIUIEHNEM
TOKCMYECKUX MeTaOO/INTOB U/WUIU OTCYTCTBIEM HeoO-
XOJIMMBIX IIPOMEXXYTOYHBIX IIPOAYKTOB

v/ 3HaHMe TeHHO OCHOBBI KaXKIOJ OOIE3HU U IOCIENO-
BAaTE/IbHOCTY OMOXVMUYECKUX M3MeHeHWil HeobXo-
IUMO 1711 pa3pabOTKM METOf{OB JICUeHN s, BBLABICHI
FeTepPO3UTOTHBIX HOCUTENIe/l MYTAQHTHBIX [€HOB, Ipe-
HATA/IbHOI AMATHOCTVKY HAC/IE[CTBEHHBIX HedeKTOB
MeTabomsMa

v/ Crienuduueckoe 1 3G peKTUBHOE TIeueH1e MeTabomu-
JecKux 60se3Heil BO3MOXKHO IIyTeM KOPpeKuuu 61o-
XMMUYECKIX HaPYIIEHUI

v/ PaHHee Hawyamo Tepammy UrpaeT BeRYIIYI0 POJb
B OIIpefie/IeHNy IIPOrHO3a 3a00/IeBaHNs

A

k|

=

N

65



