L] C A G

Phe(F) Sex(S) Tyr(Y) Cys(C) U
Phe(F) Ser(S) Tyr(Y) Cys(C) €
Leu(L) Sex(S) Term Term A
Leu(L) Ser(S) Term Trp(W) G
Leu(L) Pro(P) His(H) Arg(R) U
Leu(L) Pro(P) His(H) Arg(R) c
Leu(L) Pro(P) GIn(Q) Arg(R) A
Leu(™) Pro(P) GIn(Q) Arg(R) G
Tle(T) Thr(T) Asn(N) Ser(S) U
Tle(T) Thr(T) Asn(N) Ser(S) C
Tle(T) Thr(T) Lys(K) Arg(R) A
Met(M) Thr(T) Lys(K) Arg(R) G
Val(V) Ala(A) Asp(D) Gly(G) U
Val(V) Ala(A) Asp(D) Gly(G) C
Val(V) Ala(A) Glu(E) Gly(G) A
val(V) Ala(A) Glu(E) Gly(G) G
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BBEJAEHUE

YyebHoe mocoOue MpeaHa3HAYeHO I OOYYAroIMXCS IO CIHEUaTbHOCTH
31.05.01 «JIleuebHOE nenno». B HEM OCBeIIEHBI BOMPOCHI, Kacarolyuecs 0COOCHHOCTEH
KIIMHAYECKHUX MPOSBICHUN OTICIBHBIX HACIEACTBEHHBIX 00JIe3HEH 0OMEHa BEIIECTB,
MOJIXOJIOB K UX JIMarHOCTHKE W MPUBENIEHBI CBEJACHHUS O HAIUYUM criocoda rddek-
TUBHOTO JiedueHus. [IpeacTaBieHHble B MOCOOMHU JIaHHBIE COJEPKAT COBPEMEHHbBIC
CBEACHHS O 3a00JeBaHUSIX C Y4YeTOM OOHOBISieMOW HWH(GOpPMALUKM HWHTEPHET—
pecypcoB: nmopragoB OMIM, Orphanet, Euroordis, caiita Bcepoccuiickoro oo1iecTBa
opdanubix 0onesneit u Ap. [IpencrapieHHb B mOcOOMU yueOHBINH MaTepuai Mmo3Bo-
auT oOyyaromumcsi chopMUPOBATh HEOOXOIUMBIE JIJIsl OYIyIIel MpaKTUYEeCKOU Jes-
TEIBHOCTH NMPOPECCUOHATBHBIE KOMITETCHIIUU.

B mnpakThueckoil NeATEeNbHOCTH Bpady JIFOOOW CIEHHATBHOCTH HPHUXOAMUTCS
BCTPEYAThCS C HACJIECACTBEHHBIMH 3a00JI€BaHUSIMHU OOMEHa BelleCTB. BOIBIIMHCTBO
ATUX 3a00J7€BaHUN OTHOCATCA K PEIKUM «Op(aHHBIM» OOJE3HSIM, HO €CTh HACIe-
CTBEHHBIE 00JI€3HN 0OMEHa BEIIECTB, YaCTOTa BCTPEUYAEMOCTH KOTOPHIX CpaBHHUMA C
4acCTOTOM MHOTHMX paclpoOCTpaHEHHBIX 3a0osieBaHui. HecMoTpst Ha TO, 4TO Hacnen-
CTBEHHBIE 00JIe3HM OOMEHA BEIIECTB Yallle BCTPEYAIOTCS B JETCKOM BO3pPACTE, €CTh
00JIe3HM C HAYaJIOM B IOHOIIECKOM M 3pejioM Bo3pacTe. Bpauu MoryT ObITh HelOCTa-
TOYHO OCBEJIOMJICHBI KaK 00 0COOCHHOCTSX KIMHUYECKHUX MPOSBICHUN U TUATHOCTH-
KM HaCJICIICTBCHHBIX OOJIe3HEH OOMEHa BEIIECTB, TaK M O TOM, YTO ISl HEKOTOPBIX
OoJe3Hel U3 ATOW TPyNIbl pa3paboTaHo U MpuUMeHseTcs YPPEKTUBHOE MATOTCHETH-
YEeCKOE JICUCHHE.

Heo6xonmumocTh co3manusi yuyeOHOro mocoOusi o0ycCJIOBJIEHAa HEIOCTaTOYHO
MOJIHBIM OTIMCAaHUEM B HMMEIOMICHCS yueOHO-METOIUYECKON JuTepaType OCOOEHHO-
CTCH KIMHUYCCKUX TPOSBIICHUN OTACIBbHBIX HACIEACTBEHHBIX 00JIe3HEH oOMeHa Be-
IIECTB, TOJIXOJIOB K HUX JMATHOCTHUKE W MPUBEJCHBI CBEICHUS O HAJIMYHUU CIIOco0a
s dexTuBHOTO JeueHus. Matepuan npeacTaBieH B JIETKO BOCTIpUHUMaeMon (hopme ¢

UCIIOJIb30BAaHUEM CXEM, TaOIUI] U PUCYHKOB.



VYuebnoe nmocodue coorserctByer ®I'OC BO, OOII cnenuansroctr 31.05.01
JleaeOHOE 11e710, COAEPKUT COBPEMEHHYIO, TIOJIE3HYI0 HH(GOPMAIINIO, TOTIOTHSIIOIIYIO
y4eOHUK, MOMOTAIONIYI0 JTy4YllIeMy OCBOCHUIO Y4eOHOro marepuana u (GpopmMupoBa-
HHIO KOMIIETEHIINM:

- IK-5 — roTOBHOCTH K COOpYy M aHANIM3y Xajlo0 MalreHTa, JaHHBIX €ro
aHaMHe3a, pe3yJbTaTOB OCMOTpA, J1a0OPATOPHBIX, MHCTPYMEHTAIbHBIX, MATOJOTO-
AHATOMUYECKUX W HHBIX HCCIEIOBAHMM B LIEJISIX PACIO3HABAHUS COCTOSHUS WM
yCTaHOBJICHUS (paKTa HATUYMsI WM OTCYTCTBHUS 3a00JICBaHNUS;

- IK-6 — cnocoOHOCTh K OMpeNeseHHIO Y MallieHTa OCHOBHBIX MaTOJIOTHYE-
CKHX COCTOSIHMI, CUMITOMOB, CHHJIPOMOB 3a00JIEBaHMI, HO30JOTHUYECKUX (OopM B
COOTBETCTBUM C MEXIyHApOIHON CTaTUCTHUYECKOM Kiaccudukaimeil 0oje3Hel u
po0JieM, CBSA3aHHBIX CO 3JI0POBBEM, X MEPECMOTPA,;

- K-8 — cnocoOGHOCTh K OMpeeIeHUI0 TAKTUKU BEJECHUS MAIMEHTOB C pa3-
JUYHBIMUA HO30JI0THYECKUMU (popmamu;

- IK-9 — roTOBHOCTH K BEICHUIO W JICYCHHIO MAI[UCHTOB C Pa3IUYHBIMUA HO-
30JI0TUYECKUMH (DopMamMu B aMOYJIATOPHBIX YCIOBUSIX U YCIOBUSIX JTHEBHOIO CTallH-

OHapa.



1. HACJIEACTBEHHBIE BOJIE3HU OBMEHA BEIHIECTB:
XAPAKTEPUCTHUKA I'PYIIIIbI

Hacneocmeennvie b6onesnu oomena éewecms (HbO) — Goinpluas rpymmna Mo-
HOTEHHBIX 3a00JIeBaHUM, 00YCIOBICHHBIX HAPYIICHUSIMU ONPEIEIEHHOTO MEeTabO0IH-
YEeCKOro IyTH, BCIEACTBHE NedeKkTa OAHOrO u3 (hepMEeHTOB (peke pelenrtopa Wid
TpaHcnopTHOTO Ocnka). Jledhext dbepmenTa oOyclIOBIEH HATMYUEM MYTAllUd B €TO
reHe. B pe3ynbrare HapymieHHOM u3-3a naedekra GyHkuu pepMeHnta OIOKUpYyeTCs
ornpeseneHHas OMOXUMUYECKasi PeaKIysl U B OpraHU3Me HaKaIrUIMBAIOTCS CyOCTpaThl
ATUX peaKklMi U uX Npou3BoaHble. HapyiieHus oOMeHa BEIeCTB MOXHO KiacCU(pH-
[IMPOBATH 10 BUY HAPYIIEHHOTO 0OOMeHa: OOJIe3HU YTIIEBOJAHOTO, aMUHOKHCIOTHOTO
oOmeHa, oOMeHa KUPOB, MUHEPATIOB, BATAMUHOB, TOPMOHOB U JIp.

[TonaBnsitomee  GonpmmHcTBO HBO  Hacnenyrorcss 1o ayTOCOMHO-
perieccuBHOMY Tumy. Takke ONUCaHbl W BCE JPYrHe THUIBI HACJICJOBAHMS:
X-CIETJIEHHBI PELIeCCUBHBIN, Korja 3aboeBaHue NEPEeNacTcsl M0 KEHCKOW JTMHUU
OT MaTepH CbIHOBBSM, ayTOCOMHO-IOMUHAHTHBIHN, KOTJa 3a00JIeBaHUE NIEPEIAETCS OT
OO0JLHOTO poauUTENs, JINOO 00YCIOBIEHO BIEPBbIE BOZHUKILIEH MyTallMell, MUTOXOH-
IpuajgbHbIN, KOTJa 3a00JIeBaHUE NIepeaeTcst OT MaTepu aeTsaM. KinnmHuueckue nposs-
JIEHUsl HACJIEICTBEHHbIX OoJie3HEH oOMeHa OuYeHb pa3HOoOOpa3Hbl M BpayM JII0OOH
CHEIHATEHOCTH MOTYT CTOJKHYTHCS ¢ HEOOXOIMMOCTBIO UCKIIOUEHHS 3THUX 3a0oJie-
Banuil. Muorue n3 HBO nposBisitoTcst B paHHEM BO3PacTe - C IEPBBIX MECALIEB KU3-
HU. BakHO OTMETHTB, YTO OOJBIIMHCTBO ITUX 3a00JIEBAHUIN XapaKTEPU3yeTCs Mepu-
0JIOM HOpPMaJIbHOTO pa3BUTHUsSI peOEHKa, MOCiIe KOTOPOro HAaYMHAETCS perpecc u pe-
OCHOK TepsieT MPUOOPETEHHBIE HABBIKU, TIOSBIIAIOTCS MPU3HAKU TTOPAXKCHUS pa3iuy-
HBIX OPTaHOB U CHCTEM, T.€. TOJMCUCTEMHBINA XapakTep mopakeHus. B apyrux ciy-
yasx 3a00JieBaHHUE MOXKET BOBJIEKATh OJIHY CHUCTEMY C pPa3BUTHEM BTOPHYHBIX
OCJIOKHEHMM (Hampumep, HelipomeTabonuueckue 3adoneBanusi). Hekoropeie uz HBO
MOTYT TPOSIBIISATECS U B IOHOLIECKOM, M BO B3pOCioM Bo3pacte. Hy)kKHO OTMETHTB,
4yT0 KiIMHUYeckas auarHoctuka HbBO odenb ciiojkHa B CBSI3M € MHOT00Opa3ueM U He-

CHCI_[I/I(l)I/I‘IHOCTBIO H3.6J'IIO)18,€MBIX CUMIITOMOB, AJIs1 MOATBCPNKACHUA AMArHO3a KOH-
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kpetHoii  ¢opmbl  HBO  wucnone3yrorcss OHOXMMHYECKHH M MOJIEKYJISIPHO-
TEHETUYECKUN METOJbl. BUOXMMHYECKUI METOJ BKIIFOYAET ONPEAECICHUE KOHIEHTPA-
U cyocTpara 3a0JIOKMPOBAHHON PEAKIIMU U €ro MPOU3BOIHBIX I KOHEYHBIX MPO-
IYKTOB, a TakxKe ompeesieHre akTuBHOCTH pepmenta. Hekotopreie u3 HBO auarno-
CTUPYIOTCSI Ha JOKJIMHHYECKOW CTaJuM B paMKax HEOHATaJIbHOTO CKpUHUHTA ((Pe-
HUJIKETOHYPUS, MYKOBUCLIMI03, aJPECHOTCHUTAIBHBI CUHIPOM, BPOXKICHHBIN THIIO-
THUPEO03, raJaKTO3EMHMsI) UM CEJIEKTUBHOIO CKPUHUHIA C KCIOJb30BAHUEM TaHIEM-
HOM Macc-CIEKTpOMETpUH. MONEKyISIPHO-TEHETUUECKAs: JUArHOCTUKA 3aKIIFOYAETCS
B MTOMCKE W OOHApYyKEHHH MaTOT€HHbIX MyTalluii B reHe GepMeHTa (OMauIieabHbIX Y
npobaHaa U HOCUTEIBCTBA OJTHON W3 MYTaIlui y €ro POAUTENICH B Clydae ayTOCOM-
HO-PEIECCUBHOIO HACIICIOBAHUS; OJJTHOM MyTalluM y MpoOaH/ia B CiIydyasX JOMUHAHT-
HOTO, X-peLEeCCUBHOT0, MUTOXOHIPUAIBHOTO HACJIEJOBAHU).

B nacrosmiee Bpems k HBO otHOCsTCs Gostee 700 HO30MOTHYECKHX (POpM, U3
HuX — 1151 150 popm pazpadoransl MeToabl 3G(HEKTUBHON Teparuu, BKIIOYAOITUX
IueTy, (pepMEHT3aMEeCTUTEIbHYIO TEpamnuio, CyOCcTpaTpeayLUupYIOIIyl0 Teparuio,
TPAHCIUIAHTALIMIO TEMOIIO3TUYECKUX CTBOJIOBBIX KIJIETOK, IEpECcCaiKy NEYECHU U Jpy-
TU€ BapUAHTHI.

Ha3HaueHue crienuaibHOr0 NaTOreHeTHYECKOTO JEYEHUs IPEAOTBPALIAET WIIH
3HAYUTENIbHO TOPMO3HUT Pa3BUTHE MATOJOTHYECKOIrO IMpoliecca, OCOOCHHO ecliu Aua-

I'HO3 YCTAHABJIMBACTCA HA PAaHHUX CTAAUAX 3a00JIEBaHHS.

KoHTpoJsbHBIE BONIPOCHI

1. HazoBUTE 3THOJIOTHIO MOHOTEHHBIX HACIEACTBEHHBIX 0OJIE3HEH.

2. Kakue MeTroApl MEAMIMHCKONM TE€HETUKH HCHOJIB3YIOT ISl JUArHOCTUKH
HaCJIE€ACTBEHHBIX 00JiIe3HEN 0OMeHa?

3. Kakue tunsl HacienoBanus Bo3MOHbI ipu HBO?

4. Kakne HBO auarHoctTupyroTcsi Ha JOKIMHUYECKOW CTaJMM B PAMKax HEOHa-
TaJbHOIO CKPUHUHTA?

5. Kakue MoneKkyIsipHO-T€HETUYECKHUE METOIbI HUCIIOIB3YIOT JJI TOATBEPIKIE-

Hus nuarnoza HbO?



2. HACJIEACTBEHHBIE BOJIE3HU OBMEHA YTJIEBOAOB

VYrieBolaMu Ha3bIBAIOT OPTaHUYECKUE BEIIECTBA, KOTOPBIE COJIEPKAT B CBOEM
coctaBe kapOooHwibHyI0 (=C=0) rpymniy 1 HeCKOJIbKO TuapoKciiIbHbIX (-OH) rpymm.
Paznuyaror MOHO-, u-, ONIUTO- M TOJNMcaxapuabl. [ Iroko3a (MOHOcaxapua) — ca-
MBI Ba)KHBIM HCTOYHUK DHEPTUH, OHA META00IM3UPYETCA 10 TUPYyBaTa, 3aTEM, B MU-
TOXOHJIPUSIX TOJTHOCTHIO OKHcsAeTcs B 1ukie Kpebca. HacneacTBeHHble HapyIICHHS
MeTaboIr3Ma TII0KO03bl 00YCIIOBICHBI JedekTaMu (hepMEHTOB, yUYaCTBYIOIIUX B TITIO-
KOHEOTeHEe3€, CUHTE3€ WJIM JIerpajallii TIUKOoreHa (HakomurteabHas ¢opMa TIIIOKO-
3bl), @ TaK)Ke OEJIKOB-TPAaHCIOPTEPOB TIIOKO3bl. KimHuYeckas cuMnToMaTuka 3abo-
JIEBaHUM BKJIIOYAET THUIOTJIMKEMUIO, JaKTaT-alu03, MOpakKeHUe IMEUYeHH, MO3Ta,
cepaua, M. Hapymenns merabonu3ma emie IByX MOHOCAaXapHJIOB: TaJaKTO3bl U
(GpyKTO3bI pa3BUBAIOTCS MOCIE Hayada MprueMa MOJIOKA MM MOJIOYHBIX MPOJYKTOB U
bpykTOB (COKOB) BClencTBUE Aedunnta (PepMEHTOB, YUYaCTBYIOIIMX B UX OOMEHE.
OO6pasyrormecs: BemecTBa Ha MEPBOM dTarle MPEeBpAIICHUN TalakTo3bl U (PYKTO3HI:
rayiakto30-1-docdar u Ppykro3o-1-pochar He BcTymaroT B HampbHEHIINE peaKIluH,
HAKaIUTMBAIOTCSl B OpPraHax M TKaHAX, YTO MPOU3BOAUT TOKcu4eckuit addexr. Peru-
CTpalusi STUX MPOU3BOJHBIX BEIIECTB B MOYE — MPU3HAK HAPYIICHUS METa0O0Inu3Ma

rajgakTo3bl/PPYKTO3HI.

2.1. TAJIAKTO3EMMAI (E74.2)
BoinensitoT Tpu TEHEeTUYeCKHX BapHaHTa, CBA3AHHBIX C HEJO0CTATOYHOCTHIO
(depMeHTOB, MPEBPAIAOIIUX TAIAKTO3Y B TIIOKO3Y:
— | Tim (KJTaccuuecKkas rajgakTo3eMus) o0ycaoBieH AepeKToM GepMeHTa Ta-
71akT030-1-pocharypununrpanchepassl (rea GALT, 9pl13);
— |l Tun BBI3BaH nedexToM pepmenTa rayiakrokuHassl (reH GALKL, 17925);

— I tun — ¢epmenta ypunuHdochar-ranakro-4-snumepasbl (ren GALE,

1p36).



Pa3BuTue ramakrozemMuu cBsi3aHO ¢ MertabommueckuM OmokoMm (Puc. 1) u TOk-
CHYECKHM BO3JICHCTBHEM TranakTo30-1-pocdara Ha knetku HHC, neuenu, kumeqnu-
Ka, nouek. Kpome toro, uHrubupyercsa 6akrepuiyIHasi akTUBHOCTb JIEHKOIIUTOB, YTO
BBI3bIBACT CENITUYECCKHUE MPOSIBICHUS.

Knunnueckue mnposiBlIeHUs KIIACCUYECKOW TalaKTO3EMHUU XapaKTEpU3YHOTCS
OCTPBIM HA4yaJloOM — y HOBOPOXKJIEHHBIX Ha 3—4 CyTKH HaOJIOAAaeTCsd MHOTOKpaTHas
pBOTa, Tuapes, JKenTyxa. Pa3BuBaercs remaToMeranus, reMOJIMTHUYECKIE N3MEHEHUS,
nopaxenue [{HC (cyqopokHblii CHHIPOM, HApyIIEHUS MBIIIEYHOTO TOHYCA, BHYTPHU-
YyepernHasi TUIePTEH3Us 3a/epKKa MCUXOMOTOPHOTO Pa3BUTHsI), B JalbHEHIIEeM —
rUnoTpous, KaTapakTa, MOPaXKEeHUE MOYECK.

B 3aBHCHMOCTH OT CTENEHM OCTATOYHON aKTUBHOCTU (pepMeHTa, OOJE3Hb MO-
KET MpOoTeKaTh B BUAE cTepToi (popma [lyapre) mimm Tspkenoit popmel (Kiaaccuue-
ckasi). Kiimnuueckue npossieHus ranaktosemuu |l Tuma npencraBieHbl KaTapaKkToil.
Tperuit Tun ranakro3eMun KIMHUYECKU CXOJEH C TsKEIoM (popMoi KilaccHyecKou
rajlakTO3eMHUH, MO3/IHEE Y ITUX OONBHBIX PETUCTPUPYIOTCS HU3KUN POCT, KOTHUTHB-

HBIC HAPYHICHUA N KaTapaKTa.

Puc. 1. Cxema meTadom3Ma rajaakTos3bl.
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JlnarHoctuka rajlakTO3eMUU TPOBOJUTCS MO pe3yJbTaTaM HEOHATaJIbHOTO
CKPUHHUHTA TIPU MOBBIIICHUHU TaJaKTO3bl U CHUKEHUHM aKTUBHOCTU (hepMEHTa rajak-
T030-1-pocharypununrpancdepassl. Eciu conepikanue rainakro3bl MOBBIIICHO, a aK-
TUBHOCTH JAHHOTO (hepMEHTa B HOpPME, TO PEKOMEHAYETCS MPOBEPUTH AKTUBHOCTH
ypuauHpocdar-ragakTo-4-smuMepassl WIM TalaKTOKHHA3bI. J[1s moaTBep kIeHHs
ucnonb3yetcs u JJIHK-nuarnoctuka, HarpaBieHHast HA TOMCK OUAJIIENbHBIX MyTaIlHii
y npo6ana (3a0o0JieBaHUE HACIEMYETCsl AyTOCOMHO-PeriecCUBHO). [Ipu moaTBepxe-
HUM HAJIWYMsl IBYX NMATOT€HHBIX MyTalMi y mpoOaHIa M cTaTyca HOCUTEIbCTBA OJI-
HOW MyTaIlu# y KaXJI0TO M3 POJIUTENCH MOXHO PEKOMEHIOBATh CEMbE MPOBEIACHHE
MpeHaTaJIbHON TUAarHOCTUKU BO BpPEMs CIEAYIOUINX OepeMeHHocTel. Jledenne ocHo-
BAaHO HA OIPAaHUYECHUHU TalaKTO3bl B PAIlOHE, AJIs MUTAHUS UCIOIb3YIOTCS IPOAYKThI
Ha OCHOBE COM M O€3J1aKTO3HbIE (HU3KOJAKTO3HbIE) cMecH. [lanmenTaM pexkomMeHmy-

CTCA ITOKU3HCHHO IIPUACPKUBATHCA TUCTDI.

2.2. T/IMKOI'EHO3bI (E74.0)

K rimkoreHo3am oTHocaTcs 3a00JIeBaHUs HAPYLUIEHHOIO METab0IM3Ma TIIUKO-
reHa (nedext (GepMEeHTOB pacHICIUICHUs] WM CHHTE3a IJIMKOreHa). Buimensior He-
CKOJIbKO THUMOB TiuKoreHo30B: 0—1X.

Bo3zpacT maHudpecTanuu riamKoreHo30B BapbUpPyeT B 3aBUCUMOCTH OT THIA, HO
Jake BHYTPH OJIHOTO THUIA OBIBAIOT BAPUAHTHI C PA3HBIM BO3PACTOM Haudaja 0o0Jie3HU
(oT uH(paHTUIBLHOTO TIEpHOoa 0 B3pOCIOro Bo3pacra). [lo kmMHUUECKON cuMIITOMa-
TUKE BCE THUIIbI INIMKOT€HO30B MOXKHO MOJpa3/IeUTh HA T€, KOTOPbIE MPOTEKAIOT C
MPEUMYILIECTBEHHBIM TMOPAXKEHUEM TEUYEHU: TUIOTJIMKEMUS, TelaroMeraius, 3a-
nepxka pocta (tumsl |, VI, 1X), MBI HENEPEHOCUMOCTh (PU3HUUECKUX YyIpaKHE-
HUA, MbIimeynbie cna3mbl (tunel V, VII) ¥ reHepain3oBaHHBIC/CMEIIAHHBIC THUIIBL:
KapauoMumaTus, nmopakenue nedenu, Moim, IIHC (tumsr 1, I, V). duarnoctuka
IJIMKOT'€HO30B MPOBOJUTCS C HCIOJb30BAaHHEM OMOXMMHMYECKOTO MeTo/a (aKTHB-
HOCTh (DepMEHTA), PE3yJIbTATOB OMOIICHUHU MEUYECHHU/MBIIIL], & TAK)KE C MOMOIIbIO MOJIe-

KYJISIPHO-TEHETHYECKOTO aHau3a (MOMCK OMaUIeIbHBIX MyTalluid y mpoOaHaa (mpak-
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TUYICCKU BCC THIIBI TJIMKOI'CHO30B HACJICAYIOTCA aYTOCOMHO'peLIeCCI/IBHO) u 1nona-

TBEPKIAEHUE CTaTyCa HOCUTEIBCTBA OJJHON U3 HUX Y POJUTENEH).

HedextHbie hepMeHThI/ApyTrue OeiKu, a TaKkKe KOAUPYIOLIUE UX IeHbl yKa3a-

HBI B Ta0muiie 1.

Tabmuna 1

FeHbI, MYTAalU1 B KOTOPbLIX BbI3BIBAKOT PAa3BUTHC I''TUKOI'C¢HO30B

ITon- | Ha3BaHue rena,
Tun riaukoresosa Ha3Banue ¢pepmenTa
THIIBI | JIOKYC
la | G6PC (17g21.31) IIII0K030-6-hocdaraza
bonesns ['upke Ib | SLC17A4 (11923.3) TpaHCTIOPTHBIN Oemok T1
| Trn MHUKPOCOM
Ic | SLC17A3 (6p22.2) TpaHCHOpTHBIN Oenok T»
MHUKPOCOM
bonesns [Tomme - GAA (17925.3) KHCTIasi MaJIbTasa
I T (a-1,4-roroko3ugasa)
bonesns Kopu-®opbea| - AGL (1p21.2) [JIMKOT€H-IEBETBSIINN SH3UM
1 T (ammto-1,6-Tmroko3uaa3a)
Bone3ns AHnepcena - GBE1 (3p12.2) TJIMKOT€H-BETBAIINN YH3UM
IV tun (ammno-1,6-
rIIIOKaHTpaHcepasa)
bonesns Mak-Aps - PYGM (11913.1) docdopuiaza MplIl
V tun
bonesns ['epca - PYGL (14922.1) dbochopunaza nmeuyeHu
VI tun
bonesns Tapyu - PFKM (12913.11) bochodpykTOKIHAZA MBITIIII
VII tun
IX Tun IXa | PHKA2 (Xp22.13) KuHa3a gocdopuiazbl neye-
IXb | PHKB (16912.1) HU
IXc | PHKG2 (16pl11.2)
IXd | PHKAL (Xql13.1) KrHa3a (pochopumazbl MBIIIII
0 Tun - GYS2 (12p12.1) TJIMKOTCHCHHTA3a 2

I[J'ISI JICUCHUS TJIMKOTCHO30B HCIIOJIB3YCTCA NUETA, HAIlpaBJICHHAA Ha IPCAy-

npexJieHne U 00pb0Oy C THMOTIMKEMUEH, MEeTa0OoIMUYEeCKUM anuio30M, U KETO30M,
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runepaunuaemueii. O0s3aTenbHO COONI0IEHNE PeKUMa TUTAHUS IS TIPeIOTBpalle-
HUS THIOTJIMKEMUU — JIPOOHBIN mpueM muiy 10 8—10 pa3 B CyTKH ¢ UCTIOJIB30BaHU-
€M IOJINMEPOB TJIIOKO3bI (KpaxMall, MalbJIeKCTpUH). [l JedeHns MeTaboaIndecKkoro
aln103a BHYTPUBEHHO BBOAMTCS PACTBOp THApokapOoHaTa HaTpus. B ciydasx Tsoxe-

JIOTO IMOPAKCHUA IICYCHU U IIOYCK MOKCT OBITH PCKOMCHAOBAHA UX TPAHCILIAHTAITHA.

KonTpoabHbIE BONPOCHI
1. HazoBuTe 0COOEHHOCTH KIIMHUYECKOTO TEUEHUS TAIaKTO3EMUM.
2. Ha3oBHUTE 3THOJIOTHIO TaJJAKTO3EMUMU.
3. Kakol MeTo/1 JIeueHUs rajJlaKTO3eMUN UCTIOIb3YETCs?
4. Kakue TuIibl TIIMKOT€HO30B BbI 3HAETE?

5. Yem oTanyaeTcs JIeUSHHUE TaJIaKTO3EMHUHU U TJIMKOT€HO30B?

13



3. BOJIE3HU AMUHOKUCJIOTHOI'O OBMEHA

AMHMHOKHMCJIO0TBI — MOHOMEpHI MENTUAOB U OEIKOB, COJAEpKaIlhe B CBOEH
MoJieKyie omaHoBpeMeHHo amuHOorpymny (-NH2) u kapOOKCHIBHYIO TIpyIIy
(-COOH). B cnyuasx nedekra ¢pepMEHTOB, KOTOPbIC Y4acTBYIOT B OOMEHE aMUHO-
KHCIIOT, BO3HUKAET HAKOIUIEHWE TOKCHYHBIX COCIMHEHHA W TMOpPAXKCHHE OpPraHOB,
Cpeau KOTOpbIX HanboJiee 4acTo CTPaJaeT HEpPBHAs CUCTEMA, IEYeHb, NOYKU. CuMmII-
TOMaTHKa MOXKET Pa3BUTHCSI OCTPO MPU YCUICHUH KaTaboian3Ma, KOTOPBIA TPUBOAUT
K pacnaay SHIOTEHHBIX OCJIKOB M BBICBOOOXKJEHUIO OOJIBIIOTO KOJIMYECTBA aMUHO-
KUCJIOT, B APYTUX CIIydyasiXx CUMITOMBI 3a00J1€BaHUsI MOSBISIOTCS MMOCTENIEHHO, MPO-
rpeccupyroT. bone3Hn aMMHOKHCIOTHOrO OOMEHAa MOT'YT MAaHU(ECTUPOBATH B JTHOOOM
BO3pacTe, BbIAEIAIOT (OPMbI C HAYaJoM B HEOHATaJIbHOM NEpHUOAE, MH(AHTUIIb-
HOM/paHHEM JIETCKOM TIepUOJI€ WU B MEPHOJIC MOJIOBOTO CO3peBaHus. Tpurrepamu
00JIe3HE MOTYT CTaTh TOJOJaHME M3-3a HECBOEBPEMEHHOI'O KOPMJIEHHS peOeHKa,
CMEHa NuTaHus (Iepexo]l K MUTAaHUI0 ¢ MOTpeOJeHHueM OoraTbix OeKaMH MPOAYK-
TOB), UH()EKIIUOHHBIE 3a00JIEBAHUSI C TUTIEPTEPMHUEN U CHU)KEHUEM KOJIMYECTBA MPH-
€MOB NHUIIKU U Jpyrue paxtopsl. K THIUYHBIM NPOSBICHUSIM aMHHOAIUA0NATHI OT-
HOCSITCSL ocTpasi koma/sHIiedanonarus 6e3 TpU3HaKoB WH(EKITMOHHOTO 3a00IeBaHUs
HHC, ocTtpoe HEMOHSTHOE YyXYIUIEHUE COCTOSHUS MpU Hecneuupuuyeckoil nHeK-
[[UH, MPOrPECCUpYyIolasi HEBPOJIOrMYecKass CUMITOMATHKA, MOJMCHUCTEMHOE IOpa-
KEHHE, MeTa0OIMIECKUH alua03, KeTOHypus, runepammonuemusi. [Ipu ycranosnen-
HOM JarHo3¢ KOHKPETHON aMHUHOAIMIOTaTHH Ha3HAYaeTCs JICUeHHE C yU4eTOM Jua-
rHO3a 0OJIE3HH; B CIOydasX C OCTpOM MaHMdecTalueil TpedyeTcss MPUHITh SKCTPEH-
HBIE MEPHI JI1 OCTAHOBKU METa00IMYECKOM TeKOMITEHCAITUH.

Bce amunoanuaonaruu noxapaznaenstorcs no MKb-10 na crnenyromue BapuaH-
Tol: E70 — Hapymenuss oOMeHa apoMaTHUYeCKMX aMUHOKHUCIIOT (Kiaccuueckas Qe-
HUJIKETOHYpUS U runepdeHualaHUHEMUU, HapyllleHue oomena tupo3una); E71 —
HapylieHuss 0OMeHa aMMHOKHCIIOT C Pa3BETBICHHOMN IETbI0 U 0OMEHA JKUPHBIX KHC-

not; E72 — Jlpyrue HapyuieHuss oOMeHa aMUHOKHUCIIOT (HapylleHus oOMeHa cepo-
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COJIepIKalINX aMUHOKHUCIIOT, HapylIeHHe OOMEHA [UKJIa MOYEBUHBI, HAPYIICHUS 00-

MEHa JIN3WHA, OPHUTUHA, TJIUIINHA).

3.1. PEHWIKETOHYPMUSI (E70.0, E70.1)

Denunkemonypus (PKY) — onna u3 HanboJjiee U3BECTHBIX U PACIPOCTPAHCH-
HBIX aMHHOALMJONATHI, BCTpeUaeTcs B OOJBIIMHCTBE €BPONEHCKUX MOMYJISIUNA U
nonyJsiuuid Bocrounoit Azun ¢ gactortoit 1:10 000 HoBOpokaeHHbIX. YacToTa rere-
pO3UrOTHOTO HOCHUTENBCTBA 1:50. AyTOCOMHO-pELIECCUBHBIA THUI HACJEIOBaHUSI.
Knaccuueckas @KV cBs3aHa ¢ MOJHBIM WIH IMOYTH MOJHBIM A€PUIUTOM (PepMeHTa
(dbeHnIaNaHUHTUIPOKCUIIa3bl, BO3HUKIIKUM BCIEACTBUE MyTauuii B ero rene PAH
(12923.2). B pe3ynbTaTe B KPOBH M MO3T€ MAlMECHTOB HAKAIUTUBAIOTCS TOKCHUCCKHUE
MeTaboauThl (eHunananuia (peHuImupoBUHOTrpaaHas, GEeHUITyKCycHasi, HEeHUIMO-
JIOYHAs KHUCJIOTHI), Hapylas MPOIECChl MUEIMHU3AIMU HEPBHBIX CTPYKTYp U OHO-
CHUHTE3 MeIuaTopoB. 3a0o0yieBaHuE MaHU(pecTUpYyeT Ha 2—6 Mecsax KU3HU peOeHKa
C MpOrpeccUupyromen 3a1ep>KKi (PU3NIECKOro U MCUXOMOTOPHOTO PAa3BUTHUSA, BKIIIO-
qasi 3a7IepKKy pocTa, MUKpouedainio, NOSBISIOTCS MOBTOPHbBIE CPBITMBAaHUSA, CYyJ0-
POKHBI CHHIPOM, TPEMOp, 3K3eMa, 3alax IuieceHu. B nanmpHelimeM gopMupyercs
cnaboymue. B Hacrosiiee Bpemst kitaccuueckas @KY nuarHoctupyeTcs: Ha IpecuMII-
TOMAaTUYECKON CTaJNM BO BPEMSI HEOHATAIBHOTO CKPUHUHIA HOBOPOXKICHHBIX. Kin-
HUYECKHE MPOSIBJICHUS OOJIE3HU B 3TUX CiIydasX OyAyT 3aBUCETh OT MPUBEPKEHHOCTH
OOJBHBIX TUETOTEpAIMU: BapbUPYsl OT HOPMBI WJIM JIETKUX TICUXOJOTUYECKUX pPac-
CTPOMCTB JI0 YMEPEHHOW IICMXOHEBPOJIOTMYECKOW CHUMNTOMATHUKHU. [lanmnentam
Ha3HayaeTcsd JMeTa ¢ OrPaHUYEHUEM IMPOAYKTOB C BBICOKHM COJEepKaHUEM Oelka,
3aMeleHne OEIKOBBIX MPOIYKTOB OCYIIECTBISIETCS ClIelUaIbHBIMU THAPOIN3aTaMHU.

CymectByet «atunuyHas» OKVY, oOycinoBneHHas aepuuuToM TETparuapoou-
ONTEepPHHA, TMPUBOJANIUM K CHUKEHUIO aKTMBHOCTH JBYX 3aBHUCHUMBIX OT HEro dep-
MEHTOB: TUPO3WHTHAPOKCHIIA3bl U TPUNITOPAHTHIPOKCUIIA3HI, U, KaK CIICJICTBUE, THU-
nepdeHmIalaHnHeMud. «ATUnuaHy» OKY M0XKHO 3amoo3puTh Yy MIIAJICHIIEB C
MOJIOKUTEIHHBIM HEOHATAIBHBIM CKPUHUHTOBBIM TECTOM Ha (PEHUIKETOHYPHUIO

(«yMepeHHBII» YpOBEHb runepeHuIaIaHuHEMUH) U TTOATBEPAUTh PEPMEHTHON H-
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arHoctukou (depmeHT muruaponTepunuHpenaykrasa, ren QDPR, 4p15.32). Knunau-
yeckas KaptuHa «atunugHo» OKY MokeT HaunHATBCA BCKOPE IOCHE POKIACHUS B
BUJIC CUHJIPOMA «BSUIOT0» peOEHKa, HAPYIIEHUs COCaHHUs, HO yalle K Bo3pacTy 4-5
MECSIEB — B BUJE 3aJEPKKU IICUXOMOTOPHOIO Pa3BUTHS, COHJIMBOCTH, YEPEAYIO-
nieiicst 6ecroKoNCTBOM, HAPYIIEHUEM MBIIIEYHOTO TOHYCA, TUIIEPKUHE3aMu, HapylIe-
HUEM ThoTanus. s nedeHus naueHToB ¢ «atunuunoiny OKY ucnons3ytor 1o6aBku
TETParuIpoOHONTEepUHA, MPEIIIECTBEHHUKOB JIEBOJONBI U S-THAPOKCUTPUNTO(haHA
ISl BOCCTAHOBJIEHUSI HOPMAJIbHOM MOHOAMHHOEPTUYECKON TPAHCMUCCHUH.

[Ipy BBISIBIEHNH C IIOMONIBIO MOJIEKYJISIPHO-TEHETHYECKON TUAarHOCTUKH IaTO-
TeHHBIX MyTalui y nmpoOaHja ¢ Kiaccuueckoi min «arunuanoin» OKY, pekomenny-
€TCsl MPOBEACHNE NIPEHATaIbHON JUArHOCTUKH MOCIEAYIOIMNX OepeMeHHOCTEN B ce-
Mbe. Takke pEKOMEHAYETCS MEIUKO-TEHETUYECKOE KOHCYIbTUPOBAHUE POJCTBEHHU-
KOB, YUUTbIBasi TUI HACJEIOBaHUS U BBICOKUHN pUCK (25%) poxksieHust 60JIbHOTO pe-
Oenka B Opake nByx Hocuteneil. ¥ mamuenTok ¢ @KV Bwicokuii ypoBeHb heHumnaa-
HUHA BO BpeMsi OEpEMEHHOCTH MPHUBOJUT K Pa3BUTHIO (PETONMATHUH, B CBS3U C YEM Ia-
[IUEHTKaM JI0 3a4aThsl U BO BpeMs OEpeMEHHOCTH HEOOXOIMMO COOJIIOIaTh CTPOroe

JAUECTHUYCCKOC JICUCHHUC.

3.2. TMPO3UHEMMHS (E70.2)

B Hacrosimee BpeMs U3BECTHBI TPU THUIIA TUPO3UHEMUH. 1IepBBIN TUIT TUPO3HU-
HEMHUHN — 2enamopeHanvHas muposuremusi 00ycioBieH nepuuurom gpepmenta ¢y-
MapwuiareToaneraTruapoiassl (red FAH, 15025.1). B pesysibTare HakaruIMBarOTCS
(dymapuaneroaneTaT U MajeHIaleToaleTaT, a TaKKe UX IPOU3BOIHBIE CYKIIMHUIIA-
LeToalneTaT U CyKUMHUIAaueToH. OnpeaeseHne MOBBIILIEHHOIO YPOBHS MOCJIEIHETO B
O01oo0Opa3iax ABISIeTCS MATOTHOMOHUYHBIM MPU3HAKOM JAaHHOTO 3alboneBaHusi. Tu-
po3uHeMus | TuIa MOKET MPOTEKATh B TPEX BapHUAHTaX: OCTPOM, IOJOCTPOM U XPO-
HudyeckoM. Ilpu octpom Haudane Ooyie3HM OBICTPO HAapacTaeT NMEYEeHOYHas HEAO0CTa-
TOYHOCTbH: T€MOPPArMYECKUA CUHAPOM, THUIOTIMKEMHs, acUUT Ha (oHe nuapeu u
PBOTHI, COMPOBOXKIAIOMICHCS HaIMYMeM CIenu(pUUecKoro 3amaxa «BapeHOM Karry-

CTBD». HpI/I IMoaAOCTPOM Ha4daJIC KIIMHHYCCKHC ITPOABIICHUA CXOKHWC, HO MCHEC TSKC-
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JIble, TOMOJHUTENbHBIM MPU3HAKOM SIBIsIETCs] runodochareMudeckuil paxur, pa3Bu-
BAIOIIMICS BCIEACTBHE AUCPYHKIIMM MOYEUHBIX KaHanblieB. [Ipu XpoHndyeckom Te-
YEHUU TUPO3UHEMHUH | Tumna GopMHUpPYIOTCS UPPO3 MEUYCHH, MOYEUHAass HeI0CTaTOU-
HOCTb, Y MAI[MEHTOB ONKCAHbl HEBPOJOTUYECKHE KPU3bl, HATOMUHAIOIINE PHUCTYIIBI
ocTpoil moppupun ¢ 60JIE3HEHHBIMU MapecTe3UsIMHU, OOISIMU B )KUBOTE M BETre€TaTHUB-
HOM HEIOCTATOYHOCTHIO, a TAaKXKE€ TOBBIIIEH PHUCK PA3BUTUS TeMNATOLCILTIONSPHOM
KapUUHOMBI. [Ipu moATBEpKIEHNN THArHO3a BMECTE C AIKCTPEHHBIM JICUEHHUEM IeYe-
HOYHOM HEJIOCTATOYHOCTH U JIMETOM ¢ OrpaHMYCHUEM THUPO3MHA HAa3HAYaeTCs Mperna-
pat NITISINONE. Ilpu orcyTcTBUM OTBETHOW PEaKIMH B BHJE YIyYIICHUS Teye-
HOYHOMU ()YHKIIMHM BO3MOKHA TPAHCIUIAHTALUS TICYECHH.

Tupo3uHemusi 2 THNA — 21A30KONHCHAS MUPO3UHEeMUss — BO3HUKACT BCIE-
cTBue neduimra hepMeHTa THpo3nHaMuHOTpaHcdepassl (ren TAT, 16022.2). Kiu-
HUYECKHE NPOsBICHUS 3a00JIeBaHUs OOYCIIOBJICHBI OTJIO)KEHUEM KPUCTAIIIOB THPO-
3MHA B TKAHAX YU BOBHUKHOBEHUEM BOCHAIUTEIBHBIX peakiuil. [1a3Hpie mposBieHUs
0oJie3HU (MOKpacHEHUE, CBETOOO0S3Hb, CJI€30TeUeHNE U 00Jb) BOZHUKAIOT HAa IEPBOM
roJly JXKW3HM IIAlMEHTa, II03/IHEEC Pa3BUBACTCS KEPATUT, SI3BEHHOE IOpPaXKEHUE, B
JanbHENIIeM MOMYTHEHUE POTOBUIIBI U CHUKEHUE OCTPOTHI 3peHus. Ha koxe nano-
HEll ¥ NOJIOIIB MOSBISAIOTCA 00JIE3HEHHbIE, COYETAIOIIMECS C TUIIEPTUAPO30M, THUIIEp-
KEepaTOTUYECKHE MaIryJibl. Y OOJbIIMHCTBA MAllMEHTOB Pa3BUBACTCS UHTEIEKTYallb-
HBbI JeQUIUT, pexe MOBEACHUYECKHE WJIM JBUTATEIbHBIE PACCTPOMCTBA, a TAKXKE
ANWIENITUYECKUI CUHAPOM. J[MarHo3 yCTaHABIMBAETCS NMPU OOHAPY>KEHUU BBICOKOTO
ypOBHs cyOcTpaTa (Tupo3uHa) B OnooOpasiiax. JiedeHue 3akitodaercsi B IpUMEHEHUU
JUETHI C OTpaHUYeHUEM (EHUJIATAHUHA U TUPO3UHA.

Tuposunemust 3 tuna — HauOosee peakas (Gopma TUPOZUHEMUU BO3HUKAET
BcaeAcTBUE aeuimTa QepMmeHta 4-TUIpoKCU(DEHUIUPYBATAMOKCUTeHa3bl (TeH
HPD, 12924.31) u xapaktepusyeTcs MSTKOW Trumneptupo3vHemucii. Ommcannl Oec-
CUMIITOMHBIE (DOPMBI U (OPMBI C BBIPAKEHHOW HEBPOJIOTHYECKON CHMITOMATHKON
(nBUTaTENbHBIE HAPYIICHUS M MHTEIJIEKTyaJIbHBIA JNe(ULNT), MOPAXKEHUE KOXKHU HE
xapakTepHo. [lanueHTam ¢ TUpoO3MHEMHEN 3 TUNAa TakKe PEKOMEHIYETCS AUETa C

orpaHu4yeHueM (eHuIalaHuHa U TUPO3UHA.
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Bce tpu opmbl 3a0051eBaHNs HACTEAYIOTCS 110 ayTOCOMHO-PEIIECCUBHOMY TH-
my, MMO3TOMY B CEMbSIX C BBISIBICHHBIMU CIy4asiMd OOJE3HH MPOBOJIUTCS MEIHKO-
IFeHETUYECKOE KOHCYJIbTUPOBAHUE, YUUTHIBAasI BHICOKUM pUCK (25%) poxkaeHus 00b-
HOTO B Opake ABYX HOCHUTEJEH MAaTOJIOrMYECKOro reHa. B cempsix e ¢ moarsep-
KICHHBIM MOJIEKYJISIPHO-TEHETUUECKUM Je(PEKTOM BO3MOXKHO TPOBEJCHUE IpeHa-

tanbHOM JIHK-auarnocTuku.

3.3. HAPYIIEHUS OBMEHA AMUHOKHUCJIOT C PA3BETBJIEHHOM
HEINBIO (OPTAHUYECKUE AIIMLJEMUW/ALIUAYPUN) (E71.1)
Opeanuueckue ayudemuu/ayudypuy — Tpylnna 3ab0JE€BaHUN HAPYIIEHHOTO

MeTaboJIM3Ma aMUHOKHCIIOT C Pa3BETBICHHOM 1IE€TbI0, C XapaKTEPHBIM HAKOTUICHUEM
KapOOKCHJIBHBIX KUCJIOT. B maHHON Tpymme BbIIEISIOT 00JIe3Hb «KICHOBOTO CHPO-
1ay, M30BAJIEPUAHOBYIO AlUJIEMUI0, METHJIMAIOHOBYIO AIllUJEMHUIO, MPOMHUOHOBYIO
anuaemMuio u Oosiee penkue Gopmbl. KimmHuueckue MmposiBICHUS 3TUX 3a00J€BaHUN
Pa3BUBAIOTCS y OCCCUMITOMHBIX TIIPH POXKICHWW JIeTed B TEUYCHUE IMEePBBIX
JTHEN/MeCAIIeB JKU3HU, XapaKTePU3YIOTCS MOPAKEHUEM MHOTHUX OPraHOB M CHUCTEM,
HO MHOTrAa MOryT BoBjiekarh Tobko [THC («uepeOpaibHbie» OpraHMYecKue alumy-
pun). [locnennue HaunmHaOTCA MO37HEE (FOHOIIECKUE U B3pOCIbie ()OPMbI) U UMEIOT
OoJiee OIaronpusITHOE TCUCHHUE.

W3onmrpoBaHHOE TOBBIIIICHHE YPOBHS METHIMAJIOHOBOW KHCIOTHI (Memuima-
JIOH08As ayuoemus/ayudypus) B KPOBH U MOYE CBS3aHO C TOJIHBIM HJIM YaCTHYHBIM
ne(UIUTOM OJHOTO U3 JABYX (DEPMEHTOB WM OJHOTO KO(aKTOpa, OTBEUAIOIIMX 3a
MPEBPALLIEHUE METUIMAIOHWII-KO3H3MMa A B KJIIOUe€BOM MeTaboiuT uukia Kpedbca —
cyknuHmI-ko3H3uM A (reusr MUT, 6pl12.3, MMAA, 4931.21, MMAB, 12g24.11).
Hebunut psaga Apyrux GEpPMEHTOB TaKKe MOKET IPUBECTH K METHIIMAJIOHOBOU aIfu-
JEMUHW/alUypUd, HO B 3THX CITydasiX HAOII0aeTCs COYETAaHHOE MOBBIIIEHUE JPYTHX
BEILIECTB, HATIPUMEP, TOMOIIMCTEUHA (Memuimaionosas ayudemus/ayudypus ¢ 20mMo-
yucmunypuetr). Manudecranus KIMHAYECKUX MPOSIBICHUNA M30JMPOBAHHONW METHUJI-
MaJIOHOBOH aIfUJAeMHUH/AIUypUN Yallle BCEro MPOUCXOJUT B MEPUO HOBOPOKICH-

HOCTH: y 37I0pOBOT'0 MPU POXKJACHUU PeOCHKA pa3BUBACTCS BSJIOCTb, OTKA3 OT IMHIIIH,
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pBOTA, TENAaTOMETaJNs, COHJIMBOCTh, TUTIOTOHUS, TUIIOTEPMHUS, KoMa. B kpoBu marm-
€HTOB BBIABIISICTCS TSKENBIA KETOAMMI03, TUTIEPAMMOHUEMUS, HEUTPOTICHUS, TPOM-
oouuronenus. HyxHo OTMETHUTD, UTO B TE€UECHUE 3a00JIEBAHUS TIEPUOJIBI OTHOCUTEb-
HOTO 37I0OPOBbSI CMEHSIFOTCS AIU30JaMU META0O0JUYECKON JTEKOMIICHCAIH, CIIPOBO-
[IUPOBAHHBIMU WHTEPKYPPEHTHBIMU WH(MEKIUSMHU, ONEPAaTUBHBIMU BMeEIIATENIbCTBA-
MU, cTpeccoM. BTopuuHbie OClIOKHEHHUSI 00JIE3HU MOMHUMO 33JEPKKU (PU3UYECKOrOo
Pa3BUTHS BKJIFOYAIOT YMCTBEHHYIO OTCTAIOCTh, TyOYJIOMHTEPCTUITUATBHBIA HEPPHUT C
IPOrpecCUpYIONIeH MOYEYHOW HET0CTaTOYHOCThIO, TAHKPEATUT, 1EPMATUT, UMMYHO-
nedunuT, aTpoduio 3pUTEIHLHBIX HEPBOB, «META00IMUECKIE» UHCYIbTHI. CyIIECTBY-
et ¢hopma 00JIe3HU, UyBCTBUTEIbHAS K JICUCHHIO TIpernapatamMu ButamMuHa B12. /{ua-
rHO3 M30JUPOBAHHONW METHJIMAIIOHOBOM aIueMHUU/allulypUd YCTaHABJIMBACTCS IO
pe3ynbTaTy aHajliu3a OPraHWYeCcKHX KHUCIOT B OMooOpaslmax ¢ IMOMOILIBIO Ta3o-
KUJAKOCTHOM XpomaTorpaduu U mMacc-crieKTpoMeTpuu. [loaTBepKaarommM METO0M
SABJISIETCSI U MOJIEKYJISIPHO-TEHETUYECKUN aHaMu3 (HaXxokJIeHue y mpoOaHia Oual-
JENbHBIX MYTallMd B OJHOM M3 TE€HOB, CBS3aHHBIX C METHJIMAJOHOBOW AaIlUiCMU-
eit/anuaypue, ¢ MOATBEPKACHUEM CTaTyca HOCUTEIbCTBA Y poauTencit). B artom
Clydae CeMbEe MOYKHO PEKOMEHIOBATh MPOBEICHNE MPEHATATLHON TUAarHOCTHKHU TIPH
MOCJICTYIONINX O€pEMEHHOCTIX. B jIedeHnn ucnoab3yeTcsi BHICOKOKAIOpUIfHAS TUETa
C orpaHnyeHueM Oenka (0COOCHHO aMHUHOKHMCIIOT C Pa3BETBJICHHOM IIETbIO), Ha3Ha-
YEHUEM aHTUOMOTHUKOB JJIS TTOJABJICHHS KUIIEYHOU (DIIOPHI (TEM CaMbIM CHIKACTCS
oOpa3zoBaHMe MPOINMOHATA — MPEAIIECTBEHHUKAa METHIMAJIOHATA), 100aBIEHUEM Kap-
HUTHUHA, BUTaMuHa B12 (B dhopme ruapokcrukoOaiaMuHa).

KiuHnueckne MpOSIBICHUS HPONUOHOBOU ayudeMuu/ayudypuu BO MHOTOM
CXOXH C METUIMAJOHOBOHM amuaeMHew/anuaypuei: Takxke Haubosee pacmpocTpa-
HEHHOM SIBJISICTCS HEOHaTallbHas (opma, peke HaOIOMArOTCSA CIIydau C IO3IHUM
Ha4yaJioM M WHTEPMHUTTHPYIONIUM T€UEHHUEM (SIU30/IbI OTHOCUTEIHLHOTO 01aromnoiy-
YUsl CMEHSIFOTCSI METa0OIMUECKON JIEKOMITCHCAITUEH, HaTOMUHAIOIIEH HeOHATAIBHYIO
dopmy). K criekTpy BTOPHUHBIX OCIIOKHEHUI 100aBIIsIeTCsl KapJuoMHuonaTus. 3aboJe-
BaHUE 00ycCJoOBIEHO AehuIuTOM (epMeHTa TPOMUOHII-KOIH3UM A-KapOOKCHIIa3hl,

KOTOPBIM OCYHIECTBIIIET MPEBPAIIECHUE MPONUOHUI-KOOH3UMA A B METHIMAJIOHWUII-
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KOdH3UM A. JlaHHBIA (EPMEHT COCTOUT M3 JABYX CYOBEIUHHI], KOTOPHIC KOJTUPYIOTCS
reramu PCCA (13932.3), PCCB (3022.3); oOHapyxeHHe OHaIICIIBHBIX MYTaIlui B
OJTHOM W3 JaHHBIX TC€HOB IMOATBEpXKaaeT AuarHo3 Oone3Hu. OCHOBHOW MeTox Iua-
THOCTUKH: OMOXMMHYECKUI: MTOBBIIICHNUE COACPKAHMS ITPOITMOHOBON KHCIOTH B MO-
4e, BBIABIIIEMOE C MOMOIIBIO Ta30-KUIAKOCTHON Xpomarorpadvu WM TOBBIIIICHHUE
coJiepKaHusl METaOOJIMTOB MPOMMMOHOBOW KHCJIOTHI, BEISBIISIEMBIX C TIOMOIIBIO Macc-
CHEKTpOMETpHH. [IpWHIUIIBI JICUEHUS COBIAJAIOT C JICUCHHWEM METHIMAJIOHOBOM
Al IeMUN/ allu Iy pUH.

H3zosanepuanosas ayudemusi/ayudypusi BO3ZHHKACT BCIEACTBUE jaeduiuTa
depmeHTa m30Banepui-ko3H3uM A-neruaporenassl (IVD, 15915.1) u Takxke xapak-
TEPU3YIOTCS MUPOKUM CIIEKTPOM KIMHUYECKHX MPOSBICHUH, COBMAIAIONINX C OIU-
CaHHBIMH BBIIIE CHMIITTOMAMHM, IOMHMO 3TOTO, IIPH JAHHOM 3a00JICBAaHUH BBIJCIISIOT
CHeM(PUICCKHIA TPU3HAK: 3aMaX «ITOTHBIX HOT».

Bce Tpu 0oJie3HM MMEIOT ayTOCOMHO-PEICCCHBHBIA THIT HACJIECIOBAHUS, UTO
03HayaeT BbICOKUM (25%) puck 3a0oneBaHus Jis AETEH pOaUTENE — IeTepO3UroT-
HBIX HOCHTEJICH MyTaHTHOTO I'e€Ha, TIOOTOMY B CEMbSIX PEKOMEHIYETCs IMPOBEICHUE

MCANKO-TCHECTUYCCKOI'O KOHCYJIbTHPOBAHUS.

3.4. JEUIIUHO?3 (E71.0)

bonesnv «xnenosoco cuponay (nevyunos) — peakoe 3adojeBaHHUe, 00YCIOB-
JIEHHOE HAKOIJICHHEM B OpPTaHU3ME aMHHOKHCIIOT C Pa3BETBICHHOM LIETbIO (JICHITHH,
W30JICHITMH, BaJWH) BCIICJCTBUC CHWIKEHHUS aKTUBHOCTH MYIbTH(EPMEHTHOTO KOM-
miekca (meruaporeHasa KeTOKUCIoT ¢ pasBeTBiieHHO# 1enbio (BCKAD)). B cocras
3TOro Komruiekca Bxoaar 4 cyowseaunuipl: Ela (ren BCKDHA, 19913.2), E1b (ren
BCKDHB, 6q9l14.1), E2 (rem DBT, 1p21.2), E3 (ren DLD, 7q31.1). Kiuunyeckas
KapTrHA 00yCJIOBIIeHA crielM(prUuecKuM IeHCTBUEM TOKCHUYHBIX METa00IHUTOB (Opra-
HUYECKUX KETOKHUCIIOT), HAKATUTMBAIOIIUXCS B OMOJIOTHUECKUX JKUIKOCTSIX M TKaHSX.
3a0oneBaHNEe MOXET MPOTEKaTh B YETHIPEX BAapHUAHTaX: KJIACCHYECKOM, TPOMEXKY-
TOYHOM, WHTEPMUTTUPYIOIIEM, THAMUH-4yBCTBUTEIbHOM. [Ipu kmaccuueckom (Ts-

KEJIOM) BapuaHTE CUMMOTOMBI OOJI€3HHM pa3BUBAIOTCS Ha 3—5 JEeHb MOCIE POXKICHHUS:
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MOSIBJISIETCS CHEM(PUUECKU CIIaJKOBaThIi 3amax yIIHOW Cepbl, a 3aTeM U MOYH,
CHW)KEHUE aIllleTUTa, BAJIOCTh, COHJIMBOCTD, IBUTaTEIbHbIE HApYILICHU. be3 nedenus
Ha 7—-10 eHb )KM3HU pa3BUBAETCS KOMa C AbIXaTeIbHBIMUA HapyleHusMu. [Ipomexy-
TouHas (hopma 3a00JIeBaHUS MOXKET Pa3BUBATHCS MO3/HEE U KIMHUYECKUE TPOsBIIC-
HUsl MeHee Tspkenbie. [Ipu matepmutTHpytoiei hopme 001€3HN y 0ECCUMIITOMHBIX €
POKJIEHUS MAIlMEHTOB Pa3BUBAIOTCS AMU30/bl OCTPO META0OINUYECKOM JeKOMITEH Ca-
I[UH, CIIPOBOLIMPOBAHHBIE OEIKOBBIM KaTaOOIM3MOM H3-3a TpaBM, HHpeKkuui. Takue
AMU30/1bl HAYUHAIOTCS C IOBTOPHOM PBOTHI, COHJIMBOCTH, MOSBIISIIOTCS JBUTAaTEIIbHbBIC
paccTpoiicTBa (aTakcHsi, TUCTOHUSA), SMWICITHYCCKUNH CHHIPOM. Y CHIHUBAIOLTHICS
KETOalU103 NMPUBOAUT K YCYIyOJIEHUIO HApYIICHUS CO3HAHUSA. Y HEKOTOPBIX Malu-
€HTOB C MHTEPMUTTUpYIOMIEH (popmoil Oosie3Hu Xopomui 3PheKT ObUT MOIYUYEeH C
MIPUMEHEHUEM Hapsly CO CeHUPUIECKON AUETON NMpenapaToB THAMHHA, YTO MO3BO-
JIJIO BBIJICIUTH YETBEPTHIN KIMHUYECKUN BapuaHT OoJsie3HU. Hy>KHO OTMETUTB, YTO B
MEXIPUCTYITHOM TEpUoJe OMOXMMHUYECKUE MOKA3aTeId y MAlUEHTOB HAXOIATCSA B
npejesiax HOpMaTUBHBIX BEIUMYMH. [oATBEpKIaI0MUM METOIOM TUArHOCTUKY SIBJISI-
€TCsl OIpEeNEeJeHHE C IMOMOUIbI0 Ta30-KUAKOCTHOM XpoMarorpapuu WM Macc-
CIIEKTPOMETPUHM TOBBIIICHUS CyOcTpaTa (KOHLEHTpAlMs BajuHAa, JICUIIMHA, U30JIeH-
[[MHAa, a TaK’K€ MAaTOTHOMOHUYHOTO ajlylon3oJieiiiiuHa) B Onoobpasuax. Ecinu ¢ momo-
IIbI0 MOJIEKYJISIPHO-TEHETUUECKON IUarHOCTUKH ObUIM BBISBIIEHBI MATOJIOIMYECKUE
OuaiienbHble MyTallMU y MPoOaHa, a y €ro poJaUTeNel MOATBEPKICHO HOCUTEIb-
CTBO OJHOW U3 MyTallMi, TO B JaHHOU CEMbE BO3MOXHO IIPOBEJICHUE ITPEHATAIBHON
JUArHOCTUKH BO BpEMsI MOCIEAYIOMMNX OEpEMEHHOCTEN.

Benenue nmanueHToB ¢ JEHIMHO30M BKJIIOYAET COOIIOIEHUE TUIIEPKaTOPUHON
IUeThl ¢ JoOaBKaMH THAMUHA M OTpaHUYEHUEM JIeHWIMHA, U30JeHIMHa, BaJluHa J0
MUHUMAJIbHBIX YPOBHEH, HEOOXOIUMBIX IJis MOJJEP’KaHUs HOPMAJIBHOIO pOCTa U
pa3zButus. [Ipu 1edeHnun oCTphIX KPU30B ISl yIAJIEHNUS TOKCUYECKUX MPOJLYKTOB MC-

IMOJIB3YIOT HepHTOHeaHBHBIﬁ AUaaIn3 1 reéMoJualins.
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3.5. TOMOUUMCTUHYPUSI (E72.1)

l'omoyucmunypuu — 3T0 TETEPOreHHas rpynna 3a0071eBaHuM, OTIIMYUTEIBLHOM
O0COOEHHOCTBIO KOTOPBIX SIBJISIETCSI BHICOKOE COJEpKaHHWE TOMOIMCTEHMHA B KPOBU U
Moue. Hanboiiee wacto BcTpedaercs kraccuueckas 20MOyucmunypus, oOycIOBIEH-
Hasi HEJIOCTATOYHOCThIO (pepMEeHTa IucTaTHOH-OeTa-cuHTeTasbl (ren CBS, 21022.3).
KivHuueckue mposiBIeHUs] pa3BUBAIOTCS MOCTENEHHO B IIKOJBHOM BO3pacTe M Xa-
paKkTepU3yloTCs CIECAYIOMKUMU CUMIITOMAMHU: MIPOrPECCUPYIOIasi MUOMHS, TIO/IBBIBUX
XPYCTaIUKOB, Map(haHO-TIOA00HBIH (BeHOTHI (BBICOKHH POCT, JOJMXOCTCHOMEIHS,
CKOJINO03, Ae(opmariusi TpyJHONU KIETKA U CTOII), OCTEONOPO3, CHUKCHHE KOTHUTHB-
HbIX (pyHKIMI (OoJiee yeM y MOJOBUHBI MMALIMEHTOB), SMUJIEICHUS, TOBBIIIEHUE CBEp-
TBIBAaHUSI KPOBU C pa3BUTHEM TpoMOO3MOonuil. JluarHoctuka 3a0oJjieBaHUs OCY-
IIECTBIIICTCS ITyTEM U3MEPEHUs COJIep KaHNsl TOMOIIMCTENHA B KPOBU, TOMOIIMCTENHA
Y METMOHMHA B MOY€, aKTUBHOCTH (pepMEHTa HUCTATUOH-0E€Ta-CUHTETA3bl U MOJIEKY-
JSIPHO-TEHETUYECKOM HCCIeIOBaHUM TeHa (epMmeHTa. JleueHne 00Je3HU 3aBUCUT OT
CTETICHH YyBCTBUTEIHLHOCTH IAlMEHTAa K BBEACHHUIO KO(PAKTOPOB MOBPEKICHHOTO
(depmeHTa: y psiia OOJBHBIX MOJIYYEH XOpowuil 3¢ PEeKT npu npueMe NUpUI0KCUHA B
COUYETaHuU C npenaparamu (ponarmeBoil KucnoTel U BuTamuua B12. [lanuenTtam, tone-
PaHTHBIM K MHUPUIOKCHHY, PEKOMEHAYETCs IMeTa ¢ OrpaHMYEeHUEM METHUOHHUHA. [
CHUKEHUSI YPOBHSI TOMoIMCTeMHa pekoMmenayetcs: mpernapatr BETAINE. lanusrii
mpemnapaT MOXKET ObITh UCTIONB30BaH U MPH IPYTUX BUIaX TOMOIIMCTUHYPHUH, CBSA3AH-
HBIX C MyTalUsIMU B TeHe (pepMEeHTa MEeTHIIEHTeTparuapodoiarpeaykrassl Win B re-

Hax ()epMEHTOB, YUACTBYIOIIMX B 0OMEHE KOOATaMUHA.

3.6. HAPYHIEHUE OBMEHA MOUYEBUHBI (E72.2, E72.4)
JledhekThl MUKIa CHHTE3a MOYEBUHBI OTHOCATCS K HamMOOJIEe YacThIM HACIIC/I-
CTBEHHBIM HapyIIeHUSM oOMeHa BemiecTB. Mx manudecramnus BO3MOXKHA B JTIOOOM
BO3pacTe, OJHAKO, HanboJiee 4acTo 3a00JIEBaHMS HAUMHAIOTCSI BCKOPE TIOCIIEC POXKJIe-
HUS, B TICPBBIC JHHU JKU3HU peOCHKA C COHJIMBOCTH, HAPYIICHUS BCKAPMJIMBAHHUS W
nporpeccupyloiieil sHnedanonaTuu (HapacTarmui A1eQUIUT co3HaHUA ¢ apediiek-

CUeH, CyJIOpOXKHBIM CHHAPOMOM), MOTYT HAOJIOAAThCS BHYTPUUYEPENHBbIE KPOBOMU3-
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JUSTHUS W3-32 HAPYIICHHs Koaryasanuu. HeoOXoauMbIM TECTOM SBIISIETCSI H3MEPEHUE
YpOBHSI aMMHaKa KPOBH, KOTOPBIA NIPH HAPYIICHHH 0OMEHA MOYEBUHBI ITOBHITIIACTCS
B HECKOJIbKO pa3. [loBeimienue conepxanue ammuaka Boiie 200 MKMOJIB/1 B HEOHa-
TaJdbHOM Mepuoje, win Beime 100 MKMOJIB/TT B TOCTHATAILHOM TEPUO/IE CBUICTEIb-
CTBYET O BBICOKOM BEpOSITHOCTH MeTadoMuecKkoro 3abosieBaHus. B kauecTBe sKkc-
TPEHHBIX MEp IO CHUIKEHUIO YPOBHS aMMHAaKa MCHOJb3YIOTCS JIEKAPCTBEHHBIE Tpe-
napatbl (HaTpuil OeH30aT U HaTpusA-(peHuIanerar, KapoaMuiITIyTaMar) Wik dKCTpa-
KopropaibHas nerokcukanus. K 3a0oneBaHusiM, MPUBOISIIMM K HAPYIICHUIO CUHTE-
3a MOYEBHHBI OTHOCATCA 3a00neBanus ¢ kogoM MKb-10 E72.2: apeununemus, apeu-
HUHAHmMapuas ayuoypus, yumpyiniunemus u E72.4: opnumunemus. ApruHUHEMUs
oOycnosineHa nedextom GpepmenTa aprunassl (reH ARG1, 6023.2), apruHuHsiHTapHas
anuaypusi pa3BUBaeTCs B pesyibTare nedexTa ¢epMeHTa apruHUHCYKIIMHATIAA3HI
(rer ASL, 7q11.21), murpysutuHemust | Tuma — BesencTBue nedekta GpepMeHTa ap-
rUHUHCYKIMHAaTCuHTa3bl (e’ ASS, 9034.11). Bce Tpu mnepeuncieHHbIE 00JIE3HU
HACJIETYIOTCS IO @yTOCOMHO-PEIIECCUBHOMY THUITY, TOMUMO OHMOXHMMHYECKOTO HCCTIe-
JIOBaHUS, BKJIIOYAIOIIETO MCCIIEIOBAHUE COJIEpKaHus cyOcTpaTa U akTUBHOCTH COOT-
BETCTBYIOIIETO (PepMEHTA, JJIsl MOATBEPKAAIONIEH JUArHOCTHKHU UCTIONB3YEeTCS M MO-
JEKyJSIpHO-TeHeTHUeckuil aHanu3. Haubonee TsHKENbIM KIMHUYECKHUM BapUaHTOM
HapylIeHus: 0OMeHa MOYEBUHBI SABISETCS AChUIUT (PepMEeHTa OPHUTUHTpaHCKapOa-
MuIa3el, 00yciaoBieHHbId MyTareii B rene OTC (Xpll.4). ¥ Manb4uKoB ¢ MyTallu-
el B JaHHOM TeHE TsDKesas TUIepaMMOHUEMHUSI pa3BUBaeTCa Ha 1—2 NIeHb KU3HH, U
3aKaHYMBAETCs OOBIYHO JICTANBHO. Y JIEBOUEK KIIMHUYECKas: KapTHHA BapuabenpHas U
3aBUCUT OT WHAKTHBAIIMU X-XPOMOCOMBI B TEUCHU, TSHKEIbIC MPOSBICHHS OOJIC3HH

HaOmonatorces y 15-20% nanueHTok.

3.7.TJIYTAPOBASI ALIUAYPUSI (E72.3)
Imomapuxayudypus (enymaposas ayuoypus I muna) oOycrnoBieHa aeduiu-
ToM (epmenTa riyrapui-KoA-neruaporenassl (ren GCDH, 19p13.13). Hdedwurmr
TaHHOTO (pepMeHTa MPUBOAMUT K HAPYIICHUIO META0OJM3Ma aMHUHOKHUCIIOT JIM3HMHA,

THAPOKCUIIM3HHA, TpI/IHTO(i)aHa 1 HAKOIUICHUIO B OMOJIOTMYECKUX KHUIOAKOCTAX U TKa-
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HsX TiyTapoBod u 3-OH-rmytapoBoit (3-TUAPOKCUTITYTapOBON) KHUCIOT, OKa3bIBAO-
IIMX HEHPOTOKCUYECKOE NEUCTBHE MPEUMYLIECTBEHHO Ha MOJKOPKOBBIE CTPYKTYPHI
rojoBHOro mosra. [Ipu poxaeHuu, Kak mpaBuiIo, CAMIOTOMOB HE HAOIIOJAeTCs, HO
uMHOTAa oTMedaeTcss Makpouedanus, nuddy3Has TUnoToHus U OecrokoiicTBo. Ma-
HU(ecTanus 60JIe3HU IPOUCXOAUT MeXAY 3 U 36 MecsllaMH KU3HU B BUJIE OCTPOTO
«@HIE(}ATUTONOI00HOTO» MPUCTYTIA, CIIPOBOLMPOBAHHOTO MH(EKIMEN, BaKI[MHALIN-
€l WM XUPYPrUYEeCKMM BMENIATEIbCTBOM. B KIMHMYECKONW KapTHHE OTMEYaeTCs
auQ¢y3Has MblIEYHasi TUIIOTOHUS, JBUTATEIbHbIE HAPYIIEHUS B BHUJIE TMIIEPKUHE-
30B, CYJIOPOKHBII CHHIIPOM, TMIOTJIMKEMHUsI, MeTaboinyeckuil auuno3. Muoraa 3a-
0oJIeBaHHE Pa3BUBAETCS MOJOCTPO. XAPAKTEPHBIM HEUPOPAIUOIOTHYECKUM CUMIITO-
MOM TJIyTapOBOM allUypUH SIBISETCS CUMMETPUYHOE PACIINPEHUE CUIIBBUEBBIX IIIE-
nei ¢ popMupoBanreM «3h@ekTa HaIKYIICHHOTO S0JI0Ka» WIH «KPBUIbEB JIETy4el
MbIII». KpoMe 3TOro cMuMnToMa Ha MarHUTHO-PE30HAHCHBIX TOMOIPaMMax MOTYT
HaOJI0JaThCsl BEHTPUKYJIOMETaIMs, CyOypaibHble FeMaTOMBbl, apaxHOUJAIbHbIE KH-
CTBI, 3aJIepKKa MUEITMHU3ALNHI/ AEMUEIMHU3AUsI U HEKPO3 0a3ajbHbIX FAHIJIMEB TO-
JOBHOTO Mo3ra. JluarHo3 AOKeH ObITh 3al0/I03pEH NMPU HAIWYUM KIMHUYECKUX
MIPOSIBJICHUN U XapaKTEPHON HEMPOPATNOIOTUYECKON KapTUHBI, MOATBEPKIAEH KOIU-
YEeCTBEHHBIM UCCIIEJOBAaHUEM IIyTapOBOM KUCJIOTHI U €€ MPOU3BOIHBIX B OMOJIOTHYE-
CKHUX JKUJKOCTSIX C TOMOUIbIO Ta30BOM XpomaTorpaduu Wik TaHIEMHOM Macc — CIIeK-
tpometpun. [Ipu JIHK-nuarnoctuke y naiueHTOB BBIABIISIIOTCS OMaJIEbHbIE MyTa-
uu B rene GCDH, y ux poaurteneit moarBepKaaeTcss HOCUTEIBCTBO OJHOM U3 MyTa-
uui. Merabonnyeckas KOppeKIus 3a001eBaHus MPEACTABISIET COO0I AUETOTEPANIUIO
C OrpaHryeHueM OeJka, UCIOJb30BaHUEM CIIEMAIM3UPOBAHHBIX cMecel 0e3 JIM3hHa
u TpuntodaHa U A00aBKU KapHUTHHA. [Ipu mpaBuIbHOM JeueHUU Tocie 6-ETHEro
BO3pacTa 4acToTa «3HLEPATUTONOI00HBIX)» SMHU30/I0B CHUKACTCS.

I'nymaposas ayuoypus |l muna oOycnoBieHa ACPUIIUTOM SIECKTPOHHOTO
TpaHcniopta oT ®A/[-3aBUCUMBIX JETMAPOreHa3 Ha JbIXaTEIbHYIO LENb (3JIEKTPOH-
HO-TPAHCIIOPTHBINA (JIaBONPOTEUH, - U - cyObenuuuipl, reabl ETFA (15024.2) u
ETFB (19913.41)) npuBOAUT K HAPYIICHUIO OKHUCICHUS JKUPHBIX KHCIOT, MOITOMY

OTHECeHa K rpynme 3aboneBanuii ¢ kogom E71.3. IIpu 3T0i1 G0s1e3HU BBIAENISIOT TpU
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KIMHUYECKNX (PEHOTHIA: MEePBhIE Ba MaHU(DECTUPYIOT B MEPBBIC THU WIA HEACIU
KU3HH TIAIUEHTOB, SIBJISFOTCS TSDKEIBIMH, BKJIIOYAIOT JIMIIEBBIC M IepeOpaabHbIC
aHOMaJINH, KUCTO3HYIO 0O0JIe3Hb TOYEK, MPOTPECCUPYIONIYI0 dHIEaTONaTHIo, Kap-
JTMOMHOIIATHIO, THIIOTJIMKEMHUIO0, META0OTUYECKUN aluI03; TPETHH — MOYKET Hadu-
HaThCS B JIFOOOM BO3pacTe M UMeeT OoJiee JIeTKOe TeUeHHE.

I'nymaposas ayuoypus |l muna BwI3bIBacTCS aepunutoM riaytapui-KoA-
OKCHJIa3bl, OTIIMYUTEIBHBIX OT TIyTapOBOW aruaypuu | THIa KIMHUYECKUX CHUMIITO-

MOB IIPpH 3TOM 3a00JICBaHUM HE OIHCAHO.

KoHTpoJibHbIe BOPOCHI

1. Kakue 0osie3HM aMUHOKHUCIOTHOIO 0OM€EHa Bbl 3HaeTe?

2. OxapakTepusyiTe 0o0IIMe MEXaHU3MbI TTaTOreHe3a 00JIe3He aMUHOKUCIIOT-
HOTo OOMEHa.

3. Kakasi 0oyie3Hb aMHUHOKHCJIIOTHOTO OOMEHa BXOJUT B MpOrpaMMy HEOHa-
TaJIBHOTO CKPUHHUHTA?

4. KakoBbl cienupuyeckie KIMHNYECKUE MPU3HAKU JIeHITnHO3a?

5. C KaKuM CHHAPOMOM CXOJIHA KJIMHUKA TOMOLIMCTUHYPHUU?

6. HazoBuTe Ha3BaHUE MPOYKTOB T'€HOB, MyTallul KOTOPBIX MPUBOIAT K pa3-
BUTHIO 00JIE3HEH aMUHOKHUCIIOTHOTO OOMEHa.

7. Kakne mpHUHIUITBI MATOTEHETHYECKOTO JICYSHHUS] MCIIONB3YIOT MPH TUPO3H-

HeMuu?
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4. HAPYIIEHUE OBMEHA KUPHbBIX KUCJIOT (E71.3)

B nmanHO# Tpynme mpenctaBiieHO Oojiee aecsaTKa 3a001eBaHUN, TPUYNHON KO-
TOPBIX CTajd JNePUIUT OAHOTO U3 MHOTOYUCIEHHBIX ()EPMEHTOB, YHYACTBYIOIIMX B
OKHUCJICHUH JKUPHBIX KUCIOT M OOMEHE KETOHOBBIX TE€JI — OJHOTO W3 TJIaBHBIX HC-
TOYHHUKOB KJIETOYHOUM »Hepruu. HecMoTps Ha TO, 4TO 3HAYUTENbHAS YacTh IMOBpe-
KICHHBIX (DEPMEHTOB JIOKAJIM30BaHa B MUTOXOHAPHUAX, KOJUPYIOIIHNE UX TeHbl HAXO-
ASTCS B iIEpHOM reHoMe. Bee 0osie3HM HACleIyroTCs 0 ayTOCOMHO-PEIIECCUBHOMY
TUITY, KpoMe X-CIEIUICHHOM aipeHoJIeUKoucTpoduu (onucaHue JaHHOTO 3a00JieBa-
HUs OyIeT MpeAcTaBiIeHo B pazaene «MeTtabomusM mepokcucom»). Kak u miis MHO-
TUX APYTHX OOMEHHBIX 3a00JIeBaHUH, KIMHUYECKHUE TIPOSIBICHMS TTPEACTABICHBI pa3-
HBIMH (DOpMaMU: OT TSDKEJIbIX, HEMPEPHIBHO MPOTPECCUPYIONTUX HEOHATAIBHBIX Ba-
PUAHTOB C BBICOKOW CTEIMEHBIO JETAIBHOCTHU 10 (hopM ¢ Oojee mo3aHuM (MiiajaeHye-
CKHMM//IETCKUM/B3POCIBIM) HAYaJIOM, PEMUTTHUPYIOIIMM TEYEHUEM WIH Jaxe Oec-
CUMIITOMHBIX BapUaHTOB. B TsKENbIX ciydasx pa3BUBAETCS NMEYEHOYHAas HEIOCTa-
TOYHOCTh W TPHU3HAKH IMOPAKCHHUS TOJOBHOTO MO3Ta (IMIICITHYSCKHN CHHIPOM,
HapylIeHUEe CO3HaHMS (COHJIMBOCTh, KOMA)). B KpOBU PEruCTpUPYIOTCS THUIIOTIIMKE-
MUSI, TUTTIOKETOHEMUS, PEXKE TUIIEPAMMOHUEMHSI, BBICOKHI YPOBEHb CBOOOIHBIX KHUP-
HBIX KUCIOT. BaXXHO OTMETHUTDH, YTO YXYAIICHUE COCTOSIHHS MPHU BCEX 3a00JIEBAHUSIX
BO3HUKAET MPU TOJOJAHUU, pexe MpU UHPEKIUIX, TpPaBMax, MOITOMY OJJHUM M3 OC-

HOBHBIX IIPUHIOHXIIOB BEACHUS IMMALIUCHTOB SABJISACTCA CO6J'IIOI[CHI/IC PEKUMa MU TAHUA.

4.1. JEOUIUT ALIUJI-KOOH3UM-A JETUJAPOI'EHA3BI (E71.3)

D10 3a00JIeBaHUE C ayTOCOMHO-PEIIECCUBHBIM THUIIOM HaCIJICIOBaHHMSI, 00YCIIOB-
neHHoe aedexToM (hepMeHTa, YIYaCTBYIOIIETO B MUTOXOHIPHAIILHOM O€Ta-OKHCIICHU!
XKUpHBIX KucioT. Yactora BcTtpeuaemoctu 1:50000 HOoBOpoxkAeHHBIX. ['eH hepmeHTa
armI-kodH3UM-A neruaporenassl ooo3Hadaercsi VLCAD (cunonum — ACADVL), no-
kanu3oBaH Ha 17p.13. Beimenstor crneayromue KuHuIeckue Gopmbl O0JIE3HU:

1) cucremHas (paHHsAsS HEOHATaJbHAs) — KapJAUOMHOIATHS, TICUCHOYHAs JH-

HC(I)aJ'IOHaTI/IH, THITIOKCTOHCMHUYCCKAsA IT'NIIOTJIMKCMUI,
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2) medyeHodHas (MaHH(ECTaIMs B MEPBbIE T'OJIbI )KU3HU) — THIIOKETOHEMUYe-
CKasl TUIOTJIMKEMUS TIPU CTpecce, ToJI0IaHuu, TenaTOMEralivs BCIEeICTBUE )KUPOBOU
TUCTPO(UH MTCUCHH,

3) mMumomarnveckas (TO3THsS MaHU(ECTAIUs) — SMU30/IbI MBIIIEYHON CIIa00-
CTH, 0OJI B MBIIIIAX.

B nmarHocTrke 3a00JieBaHUSI MCIIONIB3YETCS MacC-CIIEKTPOMETPHS: PErHCTPH-
pyeTrcs U3MEHEHHE COJICpKAHUs MTPOU3BOJHOTO KapHUTHHA (TIOBBIIICHUE KOHIIEHTpAa-
[IUHM TeTpaJieleHOMITKapHUTHHA BbIlie (0,7 MKMOJIb/T) U CHU)KCHHUE COJICP’KaHHUs CBO-
00HOTO KapHUTUHA HUKE 20 MKMOJb/1. [lonTBepxkaeHre 1Marno3a oCyecTBIsETCS
C TMIOMOIIIBIO MOJIEKYJISIPHO-TE€HETUYECKOTO MeTo/1a (TIOMCK OMallIebHBIX MyTallui B
rere VLCAD/ ACADVL y npobaH/ia 1 MOATBEPIKICHHE CTaTyca HOCUTEIbCTBA OJTHOM
Y3 MyTalui y poauTesen).

Jleuenue Oyner 3aBUCETh OT (POpPMBI OOJIE3HU: B CiIydae TSKeNIo (Gopmbl Tpe-
OyeTcst cOOJI0IEHUE AUETHI C YMEHBIIEHUEM COACPKAHUS JJIMHHOLIETIOYEUHBIX JKUP-
HBIX KUCJIOT, HO HEJIb3s JIOMyCKaTh TOJOJIaHuUs; B CIy4yae JIETKOW (hOpMBI: HE JOMycC-

KaTb 1oJIogaHusa 1 BO3MOKHO HA3HAYUTD ,ZIO6aBKy KapHHUTHHA.

KoHTpoJibHBIE BONIPOCHI
1. Kakue tunel HacnenoBanus xapaktepHsl 1iist HBO xupHBIX KUCIOT?
2. Kakoii Tun HacieaoBaHus y aapeHoJieUkaucTpohun?
3. HazoBute knuanueckue ¢popmel aeduimta anui-KoA-neruaporeHassl.
4. HazoBute aTHONOTHIO Aeduiuta anui-KoA-neruaporeHassl.

5. Uto ucnosb3yroT 118 jieueHus aedunuta anuia-KoA-geruaporeHaspi?
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5. BOJIE3HU OBMEHA A30TUCTBIX OCHOBAHUM

ABOTHUCTBIE OCHOBAHUS BXOJST B COCTaB HYKJIEMHOBBIX KUCJIOT U MPECTaBIs-
10T co00i mpou3BojiHbIe ypuHa (AneHuH, I'yanuH) u nupumuausa (Tumun, Ypa-
i, [uro3un). KoHeuHbIM MpoAyKTOM KaTaboJau3Ma IMypUHOB SIBISIETCS MOuEBas
kuciora. VMccnenoBanue KOHIICHTPAIMH MOYEBOM KHCIOTH B CYTOUHOM aHAJIN3E MO-
YU SIBJSICTCS OJHUM W3 BaXKHBIX OMOXUMHUYECKUX METOJIOB JUATHOCTUKH HAPYIIEHHO-
ro Meraboyim3mMa MypuHOB. 3a00yieBaHMs, 00YCIOBICHHBIC HAPYIIEHUEM METa00JIn3-
Ma IIypUHOB ¥ MUPUMUIMHOB, BKIIOYAIOT OKOJIO MOIyTOpa AECATKOB Oone3Hel. Ku-
HUYECKHUE MPOSIBICHUS SBIISIOTCS MOTMCUCTEMHBIMHA U BKJIIOUAIOT HU3KHUH POCT, TO-
pakeHue NoueK (peuuauBUpYIOIIMEe MH(PEKIUH, HEPPOIUTHA3, MTOUYeUHas HEI0CTa-
TOYHOCTb), HEPBHOW CHCTEMBI (3aJep’KKa IICUXOMOTOPHOTO PAa3BUTHS, SIMICHITHYEC-
CKUW CHHAPOM, TIIyX0Ta, TBUTATEIbHBIC HAPYIIICHHSI, TIOBEACHUYECKHE PACCTPONCTBA B
BUJIC ayTU3Ma U ayTOarpeccuu), apTpUThl, MBIIMICYHbIE OO0JIM, aHEMHUIO, UMMYHO/Ie-
GUIUT ¢ peuAUBUPYIOMUMHA UHPEKIUsIMU. [ TedeHns: HEKOTOPhIX 3a00JeBaHUM
U3 JTaHHOW TPYMIIBI UCTIONB3YETCS IMeTa C OTPaHUICHUEM ITyPUHOB, OOMILHOE TTUTHE,

AJUIOIYPHUHOJI.

5.1. CHHAPOM JIEIHA-HUXEHA (E79.1)

Cunopom Jlewa-Huxena — 310 3a005eBaHue ¢ X-CIEMJICHHBIM TUIIOM Haclie-
noBaHus, yactota BcTpedaemMoctd 1:300000 HOBOpOX)AEHHBIX. boisie3Hb BIEpBbIE
OIMCaHAa AMEPUKAHCKUM CTyJeHTOM MalikiaoM JI€meM u ero HaydHbIM pYKOBOJUTE-
JeM, KIMHUYECKUM TeHEeTUKOM U neauatpoM bumnom Huxenom B 1964 romy. Cun-
JIPOM BbI3BaH MYyTallUsIMU B T€HE TMIOKCAaHTUH-TyaHUH-(hochopudo3unTpachepassl
(HPRT), nokanu3oBanHoM Ha X026, B pe3ynbrate nedekra pepmenra u odpa3oBa-
HUsl MeTaboIMYecKoro 0JIOKa B OpraHM3Me HaKaluIMBaeTcsi ModeBas kuciorta. Kim-
HUYECKHE MPOSBICHUS Pa3BUBAIOTCS Y MAJIBYUKOB B IIEPBBIE T'O/IbI )KU3HHU B BHJIE XO-
peoarero3a, 3aJepKKa ICHUXOPEYEBOI0 Pa3BUTHSA, KOTHUTUBHBIX M IMOBEIECHYECKUX
HapylWEeHUN cO crenuPUUecKUMU MPUCTYIIaMHU ayTOAarpeccuu, MpU KOTOPHIX OO0Jb-

HBIC OTKYCBIBAIOT cebe nmajabnbl, HOI'TH, FY6BI W BHYTPCHHIOIO ITOBCPXHOCTH IICK.
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Taxxke HabOMIOMAaETCS arpecCUBHOE TMOBEJACHUE IO OTHOMICHUIO K OKPYXKAIOIIUM,
HaBSA3YMBOE NOBeACHUE, Komponanus. llopaxkeHne MmOYeK BKIIOYAET MOYEKHUCIIBIN
YpOJIUTHA3, TOYEYHYIO HEAOCTATOYHOCTD; MOPAXKEHHUE CYCTABOB KaK MPHU MOJarpe.

B nuarnocTtrke MCIONB3yeTcsl OMOXUMUYECKAN METOJ (COAEp’)KaHne MOYEBOM
KHCJIOTHI B MOY€), MOJIEKYJIIPHO-TeHETHYECKU aHanmu3. [[s yiedeHuss 00JIe3HH T10-
MHUMO JHETHl C OTPAaHUYCHHEM ITyPUHOB HCIIONB3YETCS MPUHITUI WHTHOHMPOBAHMS
CHUHTE3a IMATOJIOTUYECKOIr0 MPOJAYKTAa U KOPPEKIMHU BBIBEACHUS: UCIIOJIb3YETCS Ipe-

ImapaT aJlJIOIIYpPHUHOIJI, CHUHTCTUYECKHUIN aHAJIOI TMIIOKCAHTHHA.

KonTpoabHbIE BONPOCHI
1. Kakue a3oTucThble OCHOBAHUS BHI 3HaeTe?
2. Kakue a30TuCTble OCHOBAaHMS OTHOCSITCSI K ITypUHAM U MUPUMUIUHAM?
3. OxapaxkTepu3yiTe STHUOJOTHIO, SMHACMUOJOTHI0O U TATOT€HE3 CHHIpOMa
Jlema-Huxena.
4. B yeM 0cOOEHHOCTh KJIIMHUKU cuHapoMa Jlema-Huxena?

5. Kakue JICKApCTBA HUCIIOJIB3YIOT AJIA JICUCHHUA CHHAOMA Jlema-Huxena?
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6. BOJIE3BHU OBMEHA TIOP®UPNUHOB

Iopdupuubl — npennIeCTBEHHUKN reMa — 00pa3yloTcsl B XO/I€ €ro CUHTE3a
U3 TVIMLMHA U CyKUMHUI-KO3H3uMa A. [Ipu nedexre ogHOro us pepMeHTOB, ydacT-
BYIOIINX B OMOCHHTE3€ remMa, BO3ZHUKAIOT MOp(UpUH, KOTOPBIE KIACCUPUITUPYIOT HA
[IEYCHOYHBIE W 3PUTPOIIOITUYECKUE COTIIACHO OPraHy, B KOTOPOM aKKyMYJIMPYIOTCS
IPEIIECTBEHHUKHN rema. Takyke UCHOJb3yeTcs KIMHUYeCKas KiacCHUpUKauus mop-
¢Gupuii, B KOTOpoil MOpPHUPUU MOTYT MPOSBIATHCA OCTPHIM MOPAKEHUEM HEPBHOM
CUCTEMBI (OCTpble HEHPOIATUU BCJEICTBUE aKKYMYJISILIMM HPEIIIECTBEHHUKOB MOP-
(UPUHOB: O-aMUHOJIEBYJIEHOBOM KHCIIOTHI U MOP(HOOMIMHOIEHA) WU JIepMaTo3aMu
(akkymynupyrorca noppupussl). MHOrue noppupuu HacleIyrTCs MO0 ayTOCOMHO-

JTOMUHAHTHOMY THITY (C BapuaOeIbHON MEHETPAaHTHOCTHIO).

6.1. OCTPASA HEPEMEXAIOLIASCS TIOPOUPUSI (ES0.2)

Ocmpas nepemedicarowascsa nopgupus — Hauboliee yactas u Tsoxenas hopma
neueHoyHoil nmopdupun. Yactora Bctpeuaemoct 1:100 000 HoBOpokneHHBIX. [Ipu-
YUHOW Pa3BUTHUSL OCTPOH MepeMexaronieiicss nophupuu sBisercs nedeKT TPeTbero
depMenTa B OrocuHTe3e rema: noppoodmimHorennezamuHasel (ren HMBS (11023.3)),
YTO TPUBOJUT K HAKOIUICHUIO TMPEANISCTBEHHUKOB TMOPGUPUHOB B TICUCHH
(0-aMUHOJIEBYJIMHOBOM KHUCJIOTHI U nopgoOunuHorena). Kiuxuka pa3BUBAIOTCS TIO-
CJie TIOJIOBOTO CO3PEBAHMSI, Yallle Y JIUI] )KEHCKOTO T0Ja U XapaKTEePU3yITCS OCTPHI-
MU MPUCTyNaMu OOJIM B JKMUBOTE C TOIIHOTOM, PBOTOM, 3aMIOpaMH, COTIPOBOKIAIOIITH-
MUCSl pa3IpakKUTEIBHOCTHIO, JIETIPECCHEl, HHOTIa Je30PUEHTAINEH, CITyTAaHHOCTHIO
CO3HaHMsI ¥ TAJUTIOIMHAIMSIMA. BCkope pa3BUBaeTCss HEBPOJIOTHUECKAss CUMITTOMATH-
Ka B BUJE BSUIBIX MApPE30B, PACCTPONCTB YyBCTBUTEIHHOCTH, MPOTPECCUPYIOIICH Be-
reTaTUBHON HEIOCTATOYHOCTH, KOTOpas MOKET MPUBECTH K JIETaJIbHOMY HCXOIY.
[TpucTtynbl MOTYT OBITH CHPOBOIIMPOBAHBI TOJIOJAHUEM, MPUEMOM MOPPUPUHOTECH-
HBIX JIEKAPCTBEHHBIX MpernapatoB (CyabdaHmmaMuabl, 6apOUTypaTsl U JIp.) U TPO-
TYKTOB MHATAHUS, AJIKOTOJISI, MHPEKIIMOHHBIMHU 3a00JI€BaHUSMH WJIM TOPMOHATBHBIMA

M3MEHEHUSIMU B Opranu3me (MeHcTpyanun). [[aTorHOMOHHYHBIM CUMIITOMOM 00J1€3-
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HU SIBJSIETCSI U3MEHEHHE TOJI BO3JCHCTBHEM COJIHEUHBIX Jydell OKpacku Mouu (OT
CBETJIO-PO30BOM J0 TEMHO-KpacHOM). /Juacno3 MOATBEPKAACTCA MpU OOHAPYKEHUU
MOBBIIIICHHON KOHIIEHTPAIIMU 0-aMUHOJICBYTMHOBON KHCIIOTHI U MOp(oOuInHOreHa B
Mo4Ye (€CTh CKPUHUHT-TECTHI) W cHWkeHHH (MeHee 50 %) akTUBHOCTH (epMeHTa
nop¢oOMIMHOTeH/ Ie3aMHUHAa3bl B 3pUTporuTax. BeisasisatoT mytanuu B rene HMBS. B
cllydae pa3BUTHS OCTPOTO MPHUCTYIA TpeOyeTcs: BBeIEeHHE OOIBIINX 103 TIIFOKO3BI U
MpernapaToB YEJIOBEUYECKOr0 reMa, a TakyKe CUMIITOMAaTUYecKas Tepanusi, HalpaBJieH-
Hasi Ha 00e300NMBaHue, MOJJCpKaHUE BHUTaNbHBIX (GyHKumi. s mpodunmaktuku
MPHUCTYNOB — M30erath MmpuemMa MPOBOLUPYIOMINX JIEKAPCTBEHHBIX CPEJCTB M MPO-
IYKTOB, a TaKXe TOJIOJJaHUS WU HU3KOYTJIEBOAHBIX AueT. CleayeT OTMETUTh, YTO Y

OOJBIIMHCTBA HOCUTEIICH MYTAHTHOI'O I'CHA IIPUCTYIIBI HC Pa3BHUBAIOTCA.

KoHTpobHbIE BONPOCHI
1. U3 xakux BeleCcTB B OpraHU3Me 4esloBeKa 00pa3yroTcst moppuprHbI?
2. Kaxoit Tim Hacime1oBaHUS OCTPOH TIepeMeKaroIIeHCs Tophupuu?
3. OxapakTepu3yiTe maroreHe3 OCTpOi NnepeMekaronieics nophupun.
4. Kakue MeTO/Ibl JICUCHHs OCTPOH TiepeMeskarolieiics nopdupun Bel 3HaeTe?

5. OxapakTepu3yiTe KIMHUKY OCTPOU MepeMexaromencs noppupum.
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7. HACJIEACTBEHHBIE JUC/IMIIUAEMHUN

JIumonpoTenHsl ABISIOTCA CPEACTBOM TPAHCIOPTA JIMOUAOB B KPOBH; CYIIE-
CTBYET HECKOJIbKO BHI0B JumonporernHoB (JII1): Beicokoit motnoctu (JITIBII), Hu3-
kol minotHoctu (JIIIHII), mpomexxyrounoit mnotHoctu (JIIIIIII), oyenb HH3KOM
wiotHoctu (JITIOHIT) u xumomukponsl (Puc. 2). OHu mpeacTaBisioT codoi chepu-
YECKUE€ YaCTHUILIbI U3 OJIHOTO JUIUIHOTO CJI0s, B KOTOPOM rupo(oOHbIe TOJIOBKU 00-
parieHsl KHapy»ku, a THAPOGOOHBIA XBOCTEI — BHYTPHL cdepbl. [loMumo mumuaos,
JIIT comeprkaT B CBOEH CTPYKTYpE MOJIEKYJIbI OCJIIKOB — amoMpOTEHUHBI, 00pa3yIou-
€cd B KJIETKaxX MEYCHU U TOHKOTO KHIIICYHUKA. XHIOMHUKPOHBI CAMBIE KPYITHBIE MO-
JIEKyJIbl, Jajee 1o pazMepy chepuueckux yactuil pacnonaratorcs JITTOHII > JITIIIIT >
JITTHIT > JIIBII. XuioMuKpoHBI 00pa3yroTcsi B BOPCUHAX KHUIIIEYHUKA U MTEPEHOCST-
csl B TuM(paTUyecKyro cuctemMy, a gaiee B Kposb. JIITIOHII u JITIBII cunTe3upyrorcs

B nieuenu, a JIITHIT u JHIIIIT — u3 JITIOHII HenocpeacTBEHHO B M1a3Me KPOBH.

Puc. 2. Cxema cTpoeHUs JIUMONPOTEUHOB U XUIOMUKPOHOB.

32



Pa3nnyaroT HECKOJIBKO THIIOB JUCIMIMIEMHIA, B PA3BUTUU KOTOPBIX UIPAOT
pOJIb MyTalluu T€HOB, Koaupyromux GepmenTsl pacmnana JIII, anonporenHoB cTpyk-
Ttypbl camux JIII, peuentopst k JIII. KnuHudeckue mnposiBiaeHus: OOJBIIUHCTBA
TUCIMIUIEMHM, MPOTEKANIMX C TUIEPIUNUIEMUEH, XapaKTEPU3YIOTCS pPaHHUM
Pa3BUTHEM aTEpOCKIIEPO3a U €ro mnocienacTBuil (MHpapkT Muokapaa, MHCYJbT). Tak-
€ Ba)XXHO, YTO MHOTHE U3 JNUCIUNUAEMUNA UMEIOT AyTOCOMHO-JOMUHAHTHBIA Xapak-

TCP HACIICAOBAHUS U BBICOKYIO YadCTOTY BCTPCUACMOCTHU B IIOITYJISAIUAX.

7.1. CEMEMHAS T'NINEPXOJIECTEPUHEMMSI (E78.0)

JlanHoe 3a0o0neBaHne — OJHA M3 CAMBIX YaCTHIX 0OJIe3HEH OOMCHA BEISCTB:
BcTpeuaercs y 1 u3 500 yenoBek, oOycioBieHo myTanuend B rene penenropa JITTHIT
(LDLR, 9p13.1).

KimHandeckne mposiBIEHUS y TETEPO3UTOT MPEACTABICHBI MPEXKIEBPEMEHHBIM
Pa3BUTHUEM aTEPOCKIEPO3a, HATUYMEM KCAHTOM, KCAHTENA3M, POTOBUYHBIX apoOK; Y
MalMEHTOB MOJIOKUTEIBHBIN CEeMEHHbIH aHaMHE3 MO COCYAMCTBIM 3a00JIeBaHUSM
(0ObIYHO MH(DAPKTHI MUOKAP/IA).

Y roMO3UTroT TSXKENBIN aTEPOCKIEPO3 PA3BUBACTCS C JETCTBA.

JlnarHoctrka 3a00JIeBaHMs OCYIIECTBIISIETCS] ITyTEM OIPEACIICHUS X0JIeCTepoia
JIITHII, BO3MOX€H MONEKYJIAPHO-TEHETUUECKUN aHAJIN3.

Jleuenue BKIIIOYAET COOIOJIEHUE TUETHI C TOHUKEHHBIM COJACP>KaHUEM HaChI-
IICHHBIX YKUPOB, JICKAPCTBEHHBIC MpenapaThl (X0JIECTUPAMUH, CTATUHBI); ¥ TOMO3H-
TOT XOJIECTEPOJT YAAISAETCS C MOMOUIBIO CTIEUAIBHON MPOLEAYPhI, BO3MOYKHA TPaHC-

IJIa"HTanuAa 1c4CHU.

KoHTpoJsbHBIE BONIPOCHI
1. KakoBa ¢yHKIHS JTUTONPOTEUHOB?
2. Kakue Turbl JUNONPOTENHOB BbI 3HAETE?
3. YUto Takoe anonpoTEerHbI?
4. Ha30BUTE 3THOJIOTUIO U 3MHAEMHUOJIOTHUIO CEMENHON TUIIEPXO0JIECTEPUHEMUH.

5. KakoBbI METOIBI AMATHOCTUKHU U JIEYEHUS TUIIEPXOJIECTEPUHEMUN?
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8. BOJIE3BHU OBMEHA 'OPMOHOB

8.1. BPOXKJIEHHBII T'MIIOTUPEO3 (E00)

Bpoorcoennsiii ecunomupeo3 — 3T0 TpyIa 3a00JIeBaHUN Pa3IMUYHON ATHOJIO-
THH, TIPOSBISIONINXCS C POXKACHUS B BUJIE CHIDKEHUS (DYHKIMHU IMIUTOBUIAHOM Kele-
3b1. YacToTa BeTpeuaeMoctu 1:5000 HoBOpokaeHHBIX. Hambosee yacToit mpuunHON
HACJIEICTBEHHOU (OpMBI BPOXKACHHOTO THIOTUPEO3a SIBISIIOTCA MYTallid B TEHE
TITF1 (TupeonHblii (paKTOp TPAHCKPUIIIKHU), KOTOPBIA Jokanu3oBaH Ha 14q13.3.
[TpoayKT reHa cBs3bIBAETCs C MPOMOTOPOM TUPEOTIIO0YIMHA U PETYIUPYET dKCIIpec-
CUIO CHEeU(pUYHBIX ISl IIMTOBUIHOM Kene3bl TeHoB. [latorenes 0ose3Hu CBs3aH ¢
ne(pUIUTOM TOPMOHOB LIUTOBUAHON KEJE3bl, B pE3yJIbTaTe MPOUCXOIUT BbIPAOOTKA
n3opiTka TTID (TUpPEOTpONHOr0 TrOpMOHA) M BTOpPUYHAS TUNEPTPOPUS KEIE3bI.
Bcenenctue aepuuura THpOKCHHA (TETPaOATUPOHUHA) U TPUHUOATUPOHUHA, Hapy-
IaeTcs BHYTPUYTPOOHOE M NOCTHaTanbHOE pasButue. llpu poxxneHun peOeHOK ¢
BPOXKJACHHBIM THIIOTUPEO30M UMEET KPYIHBIE pa3Mephl U Maccy Tena 6ozee 3,5 Kr.
XapakTepHbl OTEK JIMLA, KUCTEH U CTOI, NOJYOTKPBITHIA POT, MAKPOTJIOCCHS, TPYOBIii
roJIOC IIPH IUIaye, 3alophbl, 3aTKHAS JKEJITyXa HOBOPOKJAEHHBIX, MBILIEYHAs] TUIIOTO-
HUsl, TunotTepMmusi. B nanpHeiem Ha0mo1aeTcs 3aepkka GU3nIecKoro u MCUxXoMo-
TOPHOT'O pa3BUTHs. /[MarHoCTHKa BPOKAEHHOTO TMIIOTUPEO3a MPOBOAUTCS B paMKax
HEOHATAJILHOTO CKPUHUHTA: omnpeneneHue coaepxkanus TTI B kpoBu. Jleuenue 3ab60-
JIEBaHUSI OCHOBAHO HA MPHHIIMIE 3aMEIIECHUS KOHEYHOrO0 MPOJYKTa - MOKU3HEHHAas
rOpMOHaJIbHAsT 3aMECTUTEIbHAS TEpanMsl MPErnapaToM JIEBOTUPOKCUHA HaTpHUs

(L-TMpoKCHH, 3yTUPOKC).

8.2. BPOXKAEHHASI THITEPIIJIA3BUS KOPbI HAAITOYEYHUKOB (E25)
AoperoceHumanbHulll CUHOPOM UNU BPONCOEHHASI 2UNEPNAA3Usi KOpbl HAONO-
YeyHuKko8 — TPYIa TEHEeTUYECKU TeTEePOTeHHBIX 3a00JieBaHMII C ayTOCOMHO-
PEIECCUBHBIM THUIIOM HACJEIOBaHUsI, O0yCIIOBIEHHAs Me(HEKTOM CHHTE3a CTEPOU/I-
HBIX TOPMOHOB. KITMHMYECKME MPOSIBICHUS aIpEHOTC€HUTAIBHOTO CUHAPOMA CBA3aHbI

C U30BITKOM TECTOCTEPOHA M JIe(PUIIMTOM MUHEPATOKOPTUKOUIOB U TIIFOKOKOPTHKO-
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unoB. Yacrora Bctpeuaemoct 1:15000 HOBOpOKmeHHBIX. Hanbosee gacto BcTpeya-
eTcst 3aboseBanue, 00yCIOBICHHOE MyTalusaMu B reHe 2 1-ruapokcuasel (CYP2142,
6p21.3). JlauHbI GepMEHT HEOOXOUM JUIsl CHHTE3a ajbJ0CTepOHa B KIIyOOUKOBOMU
30HE M KOPTHU30JIa B ITyYKOBOM 30HE KOPHI HAATIOYECYHUKOB. B pesynbprate meTabosu-
4EeCKOro OJIOKa MPOUCXOTUT KOMITEHCATOPHAS THIIEPIIPOAYKIIHS TECTOCTEPOHA B CET-
yaroit 3oHe (Puc. 3). B pesynabrare aedummra aibJocTepOHAa CHUXKACTCS peadbcopo-
IIMs. IOHOB HATPUS B MMOYKAX, BOSHUKAET MOJIMYPHS, TUTIOHATpUEMUs, anuao3. Jledu-
IIUT TITFOKOKOPTUKOUIOB MMPUBOIUT K MOBBIMICHUIO CHHTE3a aJIPEHOKOPTUKOTPOITHOTO

ropmoHa I"I/IHO(I)I/I3OM, 34 CUCT YCro U BOBHHUKACT I'MIICPILIasusl KOPbl HAATIOYCUYHHUKOB.

Puc. 3. Cxema maroreHesa apeHOreHUTAITBHOTO CHHIPOMA.

[Tpu nmonHoM AepuumTe PepMeHTa BOZHUKAET TsDKeas cojibTepstomas popma
3a0oJieBaHus (B MEpBbIE JHU POXKICHUS MOJUYPHUS, YaCTOE CPBITMBAHUE, 00E3BOXKH-
BaHHE, ITOTEPSI MACCHI T€JIA, COHJIMBOCTD U JIETAJIbHBIM UCXOJ BCIEICTBUE KapAHOBac-
KYJISIPHOTO KOJUIarca), Mpu YaCTUYHOM HEIOCTATOYHOCTH 21-TUIIpOKCUIa3bl pa3BU-
BaeTCs MpocTas BUpWIbHAs ¢popMa (y JeBOYEK W30BITOYHAS MPOIYKIUS TECTOCTEPO-
Ha IPUBOJUT K BUPWIM3ALMH, & Y MATBUYUKOB — K MPEKIECBPEMEHHOMY MOJIOBOMY CO-

3peBaHui0). [Ipu Heknaccuueckoit hopme 00JIE3HU Y EBOYEK ¢ HOPMAIBHBIMH TIPU
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POKJIEHUN T€HUTAIUSAMU B MyOEPTATHOM M MOCTIYOEPTaTHOM MEPUOJIAX MPOSIBISIOT-
Csl TUPCYTH3M, (POHTAIBHOE OOJIBICEHUE U HU3KOIO pocTa. Y JIUI] MYXCKOro MoJja
00J1€3Hb MOXKET HE MPOSIBUTHCS,, HO MHOIJIA Y HUX BBIABIIAIOTCS HU3KUHA POCT, OJIH-
rocrepmusi, CHIKeHue (epTuibHOCTU. Jlnarnoctuka 3a00JieBaHUSI OCYIIECTBIIACTCS
B PaMKaX HEOHATAJIBHOI'O CKPUHMHIA 10 COACPKAHUIO 17-THIPOKCUIIPOreCTEPOHA B
KpOBU. /[MarHo3 nmoaTBep:KaaeTcs MOJIEKYJIIPHO-TEHETUYECKUM aHanu3oM. Ha3Hayva-

CTCsA 3aMCCTUTCIIbHAA TOPMOHAJIbHAA TCpaIllnAd ACKCAMCTA30HOM.

KounTposibHbIe BOPOCHI
1. K xakum BemecTBaM OTHOCSITCS TUPOKCHH U KOPTU30T?
2. Kakoil npuHIun naroreHeruyeckoro yedenns At HbO ropmoHoB?
3. Kakue HGO ropMOHOB JUarHOCTUPYIOTCS P HEOHATAIBHOM CKPUHUTE?
4. OxapakTepu3yiTe 3TUOJOTHIO U KIMHUKY BPOXKIECHHOTO THIIOTUPEO3a.
5. OxapakrepusyiTe 3THOJOTHIO, SMHUJIEMHOJIOTHIO U KIWHUKY BPOXKIECHHOU

THIICPILIA3MKU KOPbI HAAIIOYCYHHUKOB.

36



9. HAPYHIEHUSA OBMEHA METAJUIOB

Haubonee yacThiMU B KIIMHUYECKOW MPAKTUKE SIBIAIOTCS HApyLIeHUs oOMeHa

Mmenu (6osie3ub Bunbcona u 6ose3Hs MeHkeca) 1 xesesa (reMoxpomaTo3s).

9.1. BOJIE3Hb BUWJIBCOHA-KOHOBAJIOBA (E83.0)

3aboneBanue 00ycioBieHo MyTalusamu B rene ATP7B (13914.3). I'en koaupy-
et Cu-zaBucumyro ATd-a3zy (medeHouHyro). bonesnp HaciemyeTcs ayTOCOMHO-
peneccuBHo. Yactora Bctpewaemoct 1:30000 nacenenus. Knunudeckue mposiBiie-
HUA 3a00JIEBaHMS BapbUPYIOT OT TSDKEJION MEYEHOYHOM (POpMBI (TemnaTuT, WHOTA C
MOJIHUEHOCHBIM TE€UEHUEM ), Pa3BUBAIOILIEHCS, KaK MPABUIIO, B JIETCTBE J0 B3POCIHBIX
dopm (2040 net), Npu KOTOPBIX COUETAIOTCS MPU3HAKKU MOPAKEHUS TeYeHH (rerna-
TUT, IUPPO3 C MPU3HAKAMH HEIOCTATOYHOCTH BCEX IMEUEHOYHBIX (DYHKIUI), IIEH-
TpaJdbHON HEPBHON CHCTEMBI (SKCTpanupamMuIHAs, MO3KEUKOBas CUMIITOMATHKA CO
CHUKECHUEM KOTHUTHUBHBIX (DYHKIMI) U APYTrUX BHYTPEHHUX OpraHoB. [laToraomo-
HUYHBIM CUMIITOMOM 3a00JI€BaHUS SIBISETCS 3€JIEHOBATO-0YpO€ KOJIBLIO OTJIOKEHHI
Menu 1o nepudepun pagyxkHo obonouku (koibio Kaitzepa-dieiimmepa), oOHapy-
YKABAEMOE MPHU UCCIEAOBAHUM C IMOMOIIBIO MIEIEeBOM JIammibl. [Ipr OTCyTCTBUU Jieye-
HUsl 00JI€3Hb PUBOJIUT K JIETAJTLHOMY UCXOJy 4epe3 2—6 JeT mocie MaHudecTaimm.
Jlyist moaTBepkaeHust 3a00J1eBaHUs TpeOyeTCsl OOHAPYKUTh CHUKEHUE KOHIIEHTPAIIH
LEpYJIOIJIa3MUHA KPOBU U MOBBIIIEHUE YKCKPEIIMU MEIU ¢ MOUOH. J|OMOJHUTEIbHBIM
JTUATHOCTUYECKUM TECTOM SIBIIIETCS OOHApy>KeHHE OWAIIICIIbHBIX MyTalluii B TE€HE
ATP7B. Jledenue 00Jie3HU 3aKJIIOYAETCS B BBIBEJCHHUU MEAM U3 OpraHu3Ma ¢ MOMO-
B0 MpenapaToB — KOMIUIEKcooOpaszoBaTeneil (D-neHunniaMud) Wik NpenapaToB
uuHka. [Ipu nporpeccupoBaHNM NEYEHOYHOW HEIOCTATOYHOCTH, HECMOTPS Ha aJIeK-
BaTHOE JICYCHHE, PEKOMEH]IyeTCsl TPaHCIUIAaHTalUs TIeueHU. B GoJbIIMHCTBE cilyda-
€B, MPU PAHHEW TUArHOCTHKE M CBOEBPEMEHHO HAYaTOM JIEYEHWH, MPOTHO3 OJyaro-

MPUSITHBIN.
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9.2. BOJIE3Hb MEHKECA (E83.0)

3abosieBanne 00ycioBieHo Mytanusmu B reHe ATP7A4 (Xq21.1). I'en kogupy-
et Cu-3aBucumyto AT®-a3y (kuileuHy0), HEOOXOAUMYIO JJIl BCAChIBAaHUS B KHILIEY-
Huke meau. Yacrora Bcrpeuaemoctu 1:300 000 nHacenenusi. Knuauueckue nposiBie-
HUsl 3a00JIeBaHUs MPEJCTABIEHBI B cleAyromux Gopmax: Kiaccuueckas (Hauboliee
4acTo), CUHJIPOM «3aThLJIOYHOTO pOray, TUCTaldbHas MOTOpHas Helpomnartusd. Kinaccu-
yeckas opma HauyumHaeTCcs B MH(AHTWIBHOM mepuojie (0ObIYHO B 3—6 MeEcCSIEB) C
HEBPOJIOTMUECKUX MPOSIBICHUHN (3a/epKKa MCUXOMOTOPHOTO Pa3BUTHS, SIUIICTICHUS,
JIBUTaTEJIbHBIC PACCTPOUCTBA), COYETAETCA CO CBOCOOpa3HbIM JePeKToM BOJIOC («IIe-
PEKpPYUCHHBIE BOJIOCHI») U TIOBBINIEHHOW PAaCTSHKUMOCTHIO KOXKH. 3a00JIeBaHIE HOCHT
IPOrPECCUPYIONTUIN XapaKTep, CTaOMIU3aIMs ero BO3MOXKHA MPU paHHEM Hadaje (10
10-mHEeBHOTO BO3pacTa) BBEACHHS TMpEmapaToB MeAu (Meab-ructuauH). CHHIpOM
«3aTBUIOYHOT'O POTay MPOSBISIETCS B IOBEHWIHBHOM WJIM B3POCIOM BO3pAcTe B BHJIEC
MOBBIIIEHHON PACTSKUMOCTH KOXKH, K30CTO30B (3aTBUIOYHBIN pOT), AUAPEU, OPTO-
CTaTUYECKOW TUIOTEH3UH. JlucTtanbHass MOTOpHAs HEWPOIATHUS, ACCOLMUPOBAHHAS C
ATP7A-renom MaHu(DECTUPYET BO B3POCIOM BO3paCTe, XapaKTEpU3yeTCsd HATUYUEM
JTUCTANBHBIX MMAPE30B KOHEUYHOCTEH ¢ MUHUMAJILHBIMU YyBCTBHTEILHBIMU PacCTPOM-
ctBamu. J[marHo3 OOJIE3HHM MOJATBEPKIACTCS OMOXMMHYECKUM METOJIOM (CHIIKCHHE
MEIM ¥ IepyJIoNja3MHHA KPOBH), & TaKXKE MOJICKYJISIPHO-TEHETUUECKUM aHAJIU30M

(mouck mytanmii B rene ATP7A).

9.3. TEMOXPOMATO3 (E83.1)

HacnenctBenHblil reMoxpoMaTto3 (Ipyrina TeHETUYECKH TeTEPOreHHbIX 3a0071e-
BaHWIi) XapaKTepu3yeTcs HaKOIUIEHHEeM M30bITKA Kejle3a B MapeHXUMATO3HBIX Opra-
Hax, IPUBOISAIIMM K UX TSHKEJIOMY MOpPaXeHUuro (LUppo3, 1uadeT, KapAuOMUOIIATHSI,
aptput). Haubonee yacto BcTpeyaeTcsi HaClIeACTBEHHBIN reMoxpomaTo3 1 tuma, o0y-
cioBiieHHbli MytanusamMu B reHe HFE (16p22.2). 3aboneBanre MaHu(peCTHpPyeT B
Bo3pacte 40-50 jneT, mpuueM MY>KYHUHBI 3a00JI€BAIOT Yallle, YeM >KeHIIUHbI. KinuHu-
YECKHE NPOSIBICHUS BKJIIOYAIOT T€NaTOCIUIEHOMETAIHNIO, UPPO3 MEYEHHU, KapIuo-

MHOITIATHUIO, THUIIOT'OHAIMU3M, CaXapHLIﬁ )II/Ia6CT, THIICPIIUTMCHTAIHNIO; Y IAIMCHTOB
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MOBBIIICH PUCK PA3BUTHS TeNATOLEIUTIOISPHON KapiMHOMBI. Jlnarno3 moarBepkia-
eTcsi OMOXUMUYECKUM METOJIOM (B KPOBU HCCIIEIYETCS COAEP)KaHUE XKeye3a, TPaHC-
deppuHa, QeppuUTHHA), a TaKXKE MOJEKYJISIPHO-TEHETHUYECKUM aHaIU30M (€CTh Ma-
KOpHBIE MyTaluu). JledeHue 3akitodaeTcs B OTPAaHUYCHHUM TTOCTYIUICHUS Keje3a C
nuIel, KOpPeKIMU BhIBEJCHUS Xene3a (nedepokcaMuH), peryssipHor ¢hiae6oToMun

(c 1enbIo yIaneHus jkeles3a ¢ KpOBbIO).

KoHTpoJibHBbIE BOIPOCHI
1. OxapakTepu3yiTe ITHOJIOTHIO U KIMHUKY 00Jie3HH MeHkeca.
2. Kakue siekapcTBa UCHOJIB3YIOTCA 1T JICUCHUSI TeMOXpoMaro3a’?
3. Oxapakrepu3yiTe THOJIOTHIO U KIMHUKY 00s1e3HU Bunbscona-KonoBanoga.
4. B yeM npUHIMIHAIBHOE OTIMYKE naToreHesa 0one3nn Menkeca u Buibco-
Ha-KoHoBanoBa?
5. Kakue nekapcTBa UCHOJB3YIOT JUIs JieueHus Oone3nelr Menkeca u Bumbco-

"Ha-KoHoBaioBa?
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10. MUTOXOH/PHUAJIBHBIE BOJIE3HUA

MMUTOXOHAPHUH — OPraHOUIbl 3YKAPUOTHUYECKUX KIIETOK, BBIIOIHSIOIIUE Pa3-
Hble (DYHKIIMU: OKUCIIEHUE OPTaHUYECKUX BEIIECTB ¢ CUHTE30M MoiieKyl AT®, rene-
pPUpPOBaHUE PEAKTUBHBIX (HOPM KHUCIOPOJa, BHYTPHKICTOYHBIN TOMEOCTa3 KajbIlus,
POJIb B IPOTpaMMUPYEMON KIIETOUYHOU CMEPTH (AIONTO3€).

MuTtoxoHapuaneHble 00JIE3HH OOYCIOBJIEHBI HApYLIIEHUSMHU (DEPMEHTOB WM
(EepMEHTHBIX KOMIUJIEKCOB, YYaCTBYIOIIMX B BBITIOJHEHUH OJHOW WM HECKOJIBKHX
¢yHkmit MutoxoHapuit. KnaccupuuupoBaTh MUTOXOHpUATIBHBIE 00JIE3HN MOKHO B
COOTBETCTBUM C MX KIMHUYECKUM MpPU3HAKAMH, PEPMEHTHBIM JAEPEKTOM HIIM CIIELH-
(pUYECKUM MOJIEKYJIIPHO-TEHETHYECKUM I€(PEKTOM.

Knunnueckoe o6cneaoBanne npu Mo103peHUH Ha MUTOXOHIpHANIbHOE 3a00J1e-
BaHME JIOJDKHO BKJIIOYAThH MOJHYIO OLUEHKY (DYHKIIMM OPTaHOB C MOBBIIMIEHHOW 3HEP-
reruueckoil norpedHocThio (Mbimil, [{HC) u neranbHy0 OLIEHKY OpPYrMX CHCTEM U
OpraHoB (ciyX, 3peHue, 3HHoKpuHHas cuctema, JKKT, nmeyens, nouku, KpoBb, KOXKa U
ee MpuAaTKu (BOJIOCHI)).

MuToxoHapuansHOE 3a00J€BaHUE CIEIyeT 3aloJ03pUTh y MallMeHTa C MbI-
IIEYHBIM 3200JIEBAHMEM W BOBJICYEHUEM JIBYX JOMOJHUTENbHBIX CUCTEM (OJHOU U3
HuX MokeT ObITh ITHC) nnu ¢ 3a6oneBannem [THC u BoBIeueHHeM IBYX JOTOJIHH-
TEJIbHBIX CUCTEM (OJHOW U3 HUX MO’KET OBbITh MBILLIEYHAs), UJIU MYJIbTUCHCTEMHOE
3aboJieBaHue (KOTOpoe MOXKET BKItouaTh nopaxenue Moiy/IIHC).

He cymecTByeT 0QHOro IMarHOCTHYECKOrO0 TECTa HA MUTOXOHIAPHAIBHOE 3a-
OoneBanue. Jns mOATBEpKIECHUS AUMArHo3a TpeOyeTcs MCIOIb30BaTh Psii METOJIOB:
1abopaTOpHbIE U MHCTPYMEHTAJIbHbIE JaHHBIE IO BCEM CHUCTEMaM OpraHu3Mma; Ouo-
XUMUYECKUE UCCIEA0BAaHUS KPOBU U IPYTUX KUAKOCTEHN (JIAKTAT, COOTHOILLICHHE JIAK-
TaT/IMPYyBAaT); TUCTOXUMUYECKUE W3MEHEHUs B MBIIIEYHBIX OuonTartax ((peHoMeH
«PBaHBIX KPACHBIX BOJIOKOH» U Jp.); MOJIEKYJSIPHO-T€HETUYECKasd JUArHOCTUKA (My-

TalMU B sAepHOU U MUTOXOHaApHaibHOU JIHK.

40



B HacTosimee Bpemsl ISl ITOAABIISIFOIIETO OOJBITMHCTBA MHUTOXOHIPHATBHBIX
Oonesneir HeT 3P deKTUBHOTO jeueHus. OCHOBY JIeUCHUST TaKUX IMMAIIMEHTOB COCTaB-

JBICT CUMIITOMATHYCCKAaA TCpaIIus.

10.1. CHHAPOM KEPHCA-CEHMPA (H49.8)

Cunapom Kepuca-Ceiipa (KSS, Kearns-Sayre syndrome) oOyciioBieH Kpyi-
HBIMU JenenusiMu (peske ayrumkarusamu) mutoxonapuaibaoit JJTHK (MtDNA), xo-
TOpBIE MTOATBEPIKAAIOTCS MTPU MOJIEKYJISIPHO-TEHETUYECKOM HCCIIEI0BAaHUH.

OCHOBHBIMH KIMHUYECKHUMH TPOSBICHUSIMH SIBJISIIOTCS MMMTMEHTHAs PETUHO-
MaTus U NPOrpecCCUPYIOIMN HapyKHbI odTameMonape3 (odrambMoIierus), KoTo-
pble MaHU(ECTUPYIOT 10 20-JIeTHETO BO3pacTa.

JIOTIOTHUTEIBHBIMU TIPU3HAKAMH SIBIISIIOTCS OJIOKaAa CEpACYHON MPOBOIUMO-
CTH, MO3KEUKOBasl aTakCHs, U3MEHEHHUE cojepkaHus Oenka B siukBope. K npyrum
HPOSIBJICHUSIM OTHOCSITCSI HU3KHUM POCT, TYTOyXOCTb, TOPMOHAJIbHBIN Aeguuut. Jleue-

HHE 3a00JICBaHUS CUMIITOMAaTHYECKOE.

10.2. CHHAPOM MELAS (G71.3)

Cunnpom MELAS (Mitochondrial Encephalomyopathy, Lactic acidosis, And
Stroke-like episodes) — MuToxoHIpHaNbHas dHIIE(HATOMHONATHS C JAKTOANUI030M H
WHCYJIBTONOJOOHBIMHU 3MIH30/IaMU 00yCTIOBJIEHA MYTAIMSIMA B T€HaX MUTOXOHAPUAITb-
Hort JTHK (MtDNA): MT-TL1, MT-TQ, MT-TH, MT-TK, MT-TS1, MT-NDL1. /lanubie
reHbl 0003HAYAIOT B COOTBETCTBUU C MPUHAUIEKHOCTBIO K MUTOXOHApUsiM (MT —
Mitochondrially encoded) u Tem, uto onm koaupytot (Hanpumep, TL1 — tRNA Leu-
cine 1, To ectb KoaupyeT MutoxoHapuanbayro TPHK neinmna-1).

Camass yactas wmyTanus, OOHapy)XKuBaeMas TMpPH JaHHOM CHHAPOME —
m. 3243A>G (ren MT-TL1).

3aboneBanue mMaHudecTupyeT B Bo3pacte 5—15 jer ¢ rosoBHON Oomu (MUT-
PEHB), MPOTPECCUPYIOLIEH HAPYXKHOU O(TaTBbMOIUIETHH, OCTPHIMH HHCYJIBTONOA00-

HBIMHA 3IINU304aMU C ABUT'ATCIIBHBIMUA, 3PUTCIIbHBIMUA, PCYCBBIMHA paCCTpOI;'ICTBaMH, Ty-
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TrOyXOCTBI0, IEMEHITUEH, MUOTIATHEH, a TAKXKE 3aIEPKKOM pOCTa, CaXapHBIM Ha0eTOM,

KapJMOMHOIIATUEN, TIOPaXKEHUEM MTOYeK. JIeueHune 3a001eBaHusl CAMITOMATHYECKOE.

10.3. CHHAPOM MERREF (G71.3)

Cungpom MERRF (Myoclonic Epilepsy with Ragged Red Fibers) —
MHUOKJIOHUYECKasl STIJICTICUS C PBAHBIMHU MBIIIICYHBIMU BOJIOKHAMH, TaKKe 00yCIIOBIIe-
Ha mytanusmu B TeHax MIDNA: MT-TK, MT-TL1, MT-TH, MT-TS1, MT-TS2, MT-TF.
Camas ydactas MyTaliysi, oOHapyXKuBaemasl IMpu JaHHOM cuUHJIpome — M. 8344G>A
(ren MT- TK). 3aboneBanue 1eOIOTUPYET B BO3pacTe 5-15 JIeT ¢ SMUIICTICHH, TAKXKE Y
MalMeHTOB pa3BUBAETCA JHICHATOMHOIIATHS, HEHUpOMaTHs, MPOTPECCUpYIomas mie-
MEHIIMs, UHOTJ]a MHO>KECTBEHHBIH CUMMETPHUUYHBIN JunoMaTo3. Jleuenue 3aboseBa-

HHUA CUMIITOMAaTHYCCKOC.

KoHTpoabHbIE BONPOCHI
1. B yem oTiinure MUTOXOHAPHUM OT IPYTUX OPTAaHOUIOB KJIETOK?
2. Kakue 0coO0eHHOCTH KIIMHUKU MUTOXOHPUAIIBHBIX O0JIe3HEH?
3. Kakue OMOXMMHYECKHE KPUTEPHHM JUATHOCTUKM MHMTOXOHJIPUAIBHBIX 00-
JI€3HEW BBI 3HAeTeE?
4. B ueM CX0/ACTBO U OTJIMUUE PA3IMYHBIX MUTOXOHAPUAIBHBIX OOJIE3HEH?
5. KakoBbl KIIMHUKO-TE€HEAJOTHYECKUE XAPAKTEPUCTUKN MUTOXOHIPHUAIBHOTO

THUIIA HACJIETOBAHUSI?
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11. METABOJIU3M HEPOKCUCOM
(IIEPOKCUCOMHBIE BOJIE3HN)

Baxneiiie (GyHKIMHA MEPOKCUCOM BKIIOYAIOT [3-OKHCIICEHHE OYEHb JTMHHO-
LEMOYEYHBIX KUPHBIX KUCIOT, NPOMEKYTOUHBIX MPOAYKTOB CUHTE3a HKETYHBIX KHUC-
JIOT, O.-OKHCJICHUE 3-METHJI KUPHBIX KUCIOT (Hanpumep, PUTaHOBOW KUCIOTHI), OHO-
CUHTE3 3TepU(DUIIMPOBAHHBIX JMNUI0B. KilMHUYecKHe MpOsBIEHUS MATOJOTUU Iie-
POKCHCOM BO3HHMKAIOT B HEOHATAJILHOM Iepuoje (Kak IMpaBUJIO, OYEHb TsKenas,
OBICTpOIIPOTrpECCUpYIONIasl CUMIITOMATHKa, Hampumep, cuHiapom llensBerepa) wiam
MO3/IHEE: B JIETCKOM (X-cClieTuieHHas aapeHoiekoauctpodus u 6ose3nbp Pedcyma)
WIK JaXe B3pOCIOM Bo3pacTe (X-cuerieHHas aapeHosierkoauctpodus). Knunuye-
CKasl KapTUHA MPEJCTaBICHA ITUPOKUM CIEKTPOM CHUMIITOMOB, BKJIFOUAIOIIUX IOpa-
wenue [THC u I[MHC (MpliieyHasi THIOTOHMSI, CYJAOPOKHBIN CHHIIPOM, TIyXO0Ta, pe-
TUHOIATHS, KaTapakTa, CJIENOoTa, JIBUTATelIbHbIC HAPYIICHUS), YKOPOUEHUE MTPOKCHU-
MaJbHBIX OTIEIOB KOHeuHocTel, nopaxenue KKT (rematut, uuppo3, remaromera-
nust), nucMopduueckue 4epThl (BBICOKUHN J100, YBEIMYEHUE POJTHUYKOB, CTIIaKEHHbIE
CynpaopOUTaIbHbIE BBICTYIMbI, SMUKAHT, MUKpOrHaTus). JlMarHo3 moJaTBEpKIaeTCs
OMOXMMHUYECKUM METOJOM (HMCCIIEJOBAaHUE COJAEpk aHUsl CyOCTpaToB, aKTUBHOCTb
(GbepMEHTOB) U MOJEKYJISIPHO-TEHETHUYECKUM METOJ0M (TIOMCK MYTAalMil B COOTBET-
CTBYIOIIMX T'eHax). /[ O0IBITMHCTBA MEPOKCUCOMHBIX OOJIe3HEH JICUCHUE SBIIICTCS
CUMITTOMATHYECKUM, ISl X-CIEIJICHHON aJpeHOJEUKOAUCTPODUN MOXKET OBITh pe-
KOMEH/I0BaHa TPAHCIUIAHTAIUSI TEMOMO3TUYECKUX CTBOJIOBBIX KJIETOK M MCIIOJIb30Ba-

Hue «Macna JlopeHo».

11.1. CHUHAPOM HEJBbBEI'EPA (Q87.8)
Cunnpowm llenbBerepa BriepBbie OB ONMKMCAH aMEPUKAHCKUM IeauaTpoM [ aH-
coM LlenbBerepom B 1964 rony.
bone3np HacmemyeTcss ayTOCOMHO-PEIIECCHBHO, BCTpPEYaeTCS C YacTOTOMH

1:50000 HOBOpPOXACHHBIX M OOYCIOBJIEHO MYyTallMsIMU B reHax nepokcuHoB PEXI,
PEX2, PEX3, PEX5, PEX6, PEX10, PEX12, PEX13, PEX14, PEX16, PEX19, PEX26.

43



B 60% cnyuyaeB — B rene PEX1 oOHapyXuBaioTCsi Ma)KOpHbIE MYTallUd
€.2528G>A, ¢.2097_2098insT.

Knunnueckue npuszHaku O0JNIE3HH MPOSBISIIOTCS C POXKACHUS U MPOTPECCUPY-
I0T: BBIp@)KEHHAs] TUMIOTOHUS, CYAOPOTH, TUCHYHKIUS MeUeHU (GKeNTyXa, X0JecTas),
YKOPOUEHHE MPOKCUMAIBHBIX OTJEIOB KOHEUHOCTEW, IIIyX0Ta, pETUHOIATHUs, KaTa-
pakTa, MaxunoJUMHUKPOrupus (Ha Mp-TOMOTpaMMax roJIOBHOIO MO3ra).

XapakTepHbl TU3MOP(UU: TIIOCKOE JUIO0, BBICOKHI JI00, MOHIOJIOUAHBIA pa3-
pe3 TJ1a3, AMUKAHT, YIUIOMIEHHBIN 3aThIIIOK, MUKPOTHATHSI.

JlnarHocTuka CUHIPOMa OCHOBBIBAETCS HA OMOXMMHUYECKOM aHAJIM3€ KPOBU —
OIIpE/EISAI0T HapyILIEHHE MeTa0O0JIM3Ma JKMPHBIX KHUCIOT MEPOKCHCOM: MOBBILICHHUE
cootHomeHuss C26/C22 nu C24/C22 B mia3Me U CHUKCHHE KOHIICHTPAIMH TUIa3Malio-
reHoB C18 u C16 B spuTponurax.

[TpoBOAAT TaKk)ke CEKBEHUPOBAHUE T€HOB NIEPOKCUHOB ISl BBISIBIICHUS! MyTallUM.

Jleuenue CHUMIITOMAaTH4YCCKOC, OOJIBIIMHCTBO I[CTGI?I YMHPAIOT B 1 roJa ’KM3HH.

11.2. BOJIE3Hb PE®@CYMA (G60.1)

Bonesnb Pedecyma (Refsum disease) oOyciioBieHa HAKOIJICHHEM B OpPraHH3ME
dbuTaHoBOM KHUCIOTHI U3-3a nedekra Gepmenta dputanomn-KoA runpoxcunassl (TeH
PHYH, 6022), pexe — nedekra penenropa PTS2 (ren PEX7, 6022-24).

Knunndeckne mpu3HAaku OONE3HU MOSBISIOTCS B JETCKOM WIIM FOHOIIECKOM
Bo3pacte. [1osBIAIOTCS U MPOrpeccupyroT NOJUHEHpONaTHsl, MO3KEUKOBas aTaKkcHs,
IJIyX0Ta, MoTepsi OOOHSHMS (AHOCMUS), CHUXKEHUE OCTPOTHI M KOHLEHTPUYECKOE
Cy)KEHHUE TOJieH 3peHus, HOYHAs CJIeTOTa, MUTMEHTHBIA PETHHHUT, KCEPOIEePMHUS KO-
Ku. HTENNIeKT, Kak MpaBuilo, HE CTPAJIaeT.

Jlnarnoctuka 3a00eBaHUsI OCHOBaHA Ha OMOXMMHYECKOM MeToje (ompesene-
HUE cojepxkaHusi (PUTaHOBOM KHUCIIOTHI) U MOJIEKYJSIPHO-TEHETUYECKOM MeToze (00-
HapykeHue MyTtanuii B reHax PHYH i PEX7).

JleueHne OCHOBAHO Ha CTPOTrOM COOJIIOJIEHUH AUETHI C OTPAaHUUEHUEM MPOIYK-
TOB — HCTOYHUKOB (PUTAHOBOM KHUCIOTHI (MOJIOKA, 3€JICHBIX PACTEHUI) U KUBOTHBIX
KHUPOB )KBAYHBIX KUBOTHBIX U HEKOTOPBIX PHIO (TyHeI, Tpecka, mukiia). [IpoBogutcs

TaKke miazmMadepes uist yaaneHus: GUTaHOBON KUCIIOTHI.
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11.3. AAPEHOJIEMKOIUCTPO®US (E71.3)

Aodpenonetikooucmpoghus — 3aboJjieBaHUE, XapaKTepU3yroleecss HaKOIUICHHEM
B OpraHu3Me KUPHBIX KUCIOT. X-CIIETUICHHBIN PelleCCUBHBIN TUM HacienoBanus. Ya-
ctora BcTpeuaemoctu 1:20000 manbumkoB. bonesHs paszBuBaeTcs u3-3a aeduimra
Oenka — TpaHCIOpTepa OYEHb ATUHHOLICTIOUEYHBIX KUPHBIX KUCIOT B IEPOKCHCOMBI
(ALD). I'en Genka Jiokanu30BaH Ha JUIMHHOM Iutede X-xpomocombel (ABCD1, X(28).
Bospact Manudectanyu M CHeKTp KIMHUYECKHX CHUMIITOMOB MOTYT BapbHpOBATh.
Camas Tsprenas gopma: aerckas nepedpanbHas popma HaunHaeTcs B Bo3pacte 4—12
JIET C TMOBEJICHYECKUX HAPYILIEHUM, 3PUTENIbHBIX, CIIYXOBBIX HApYIIEHUN, aTaKCHUH,
IPOrPECCUPYIONIEH MOTEpU KOTHUTUBHBIX (PYHKIIUN, HA MP-TOMOTpaMMax rOJI0BHOTO
MO3ra MPU3HAKH JEUKOJUCTPOPUH, TAKXKE OTMEUAECTCSI CHIXKEHUE KOPTH30J1a B I1J1a3-
M€ KpOBH. AJIpEHOMHEIIOHEHPOIIATUsI PA3BUBACTCA Y MOJIOJBIX MY>KUUH, PEIKO — Y
KCHIIMH-HOCUTEIBHHUII, B BUJI€ CIIACTUYECKOTO Mapamnapes3a HOr B COUYETaHUH C TOJH-
HelponaTtuen, TucPyHKIUU CHUHKTEPOB, HAIMOYEUHUKOBOW HEIOCTATOUYHOCTH. Elte
OJTHUM BapHAHTOM SBISIETCS WM30JUPOBAaHHAS HAAMOYEYHUKOBAsS HEJOCTATOYHOCTH
(6one3np Anmucona). JluarHOCTHKa OCHOBaHa Ha ONPENEIICHUU YPOBHS >KHPHBIX
KHUCIIOT C OYEHb JUIMHHBIMU IEMSMU B TJIa3M€ KPOBU OOJBHBIX U MOJIEKYJISPHO-
reHeTuueckoM ananuse (mytanus B rene ABCD1).

B neyenun 06osne3HU NMpUMEHSETCS] AUETOTEpaIus C OrpaHUMYEHUEM B TIHILE
KUPHBIX KHCIOT C OYEHb JUIMHHBIMH IIETISIMH, a Takxke «macio JlopeHio» (cmech
TpHoJeaTa TJIMIEPUHA U TIIHLEPIITPUIPYKaTa B COOTHOIEHUH 4:1) 1i1s1 HHruoupo-
BaHUS DHJIOTEHHOTO YIJIMHEHUS )KHUPHBIX KUCIOT. TpaHCIUTaHTaIusi KOCTHOTO MO3ra

HanOosee 3¢ PeKTUBHA HA TPECUMITOMATHYECKON CTAIUH.

KoHTpoJsbHBIE BONIPOCHI
1. Kakue pyHKIMM BBIMOTHSIOT IEPOKCUCOMBI B KJIIETKaX YeaoBeKa?
2. Kakue MeTopl JIeUeHHs IEPOKCUCOMHBIX 00JIe3HEH BbI 3HAETE?
3. OxapakTtepu3yiite OCOOCHHOCTH KIMHUYECKUX TMPOSIBICHUN CHHIpOMA
[lensBerepa, 6one3nu Pedcyma u agpenoneikoauctpouu.
4. MyTanuu B KaKuX T€HaxX BBI3bIBAIOT MIEPOKCUCOMHBIE 00JIC3HU?
5. Kakue MeToapl TUarHOCTUKHU WCIOJIBb3YIOTCS NIl BBISIBJICHUS [IEPOKCUCOM-

HBIX 00JIe3HEN?
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12. METABOJIU3M JIN30COM
(VIM3OCOMHBIE BOJIE3HU HAKOIIVIEHU )

JIuzocomvpt — 3T0 MEeMOpaHHBIE OPTaHEIIIbI KJIETOK BCEX DYKapHOT, CoMepkKa-
e pepMeHThI U MoJIIepKuBaroIme Kucay pH aist paciueryieHus: pa3IndHbIX MO-
JeKyn W coenuHeHud. ['eHeTmdeckue AeeKThl JIM30COMHBIX (PEPMEHTOB OOBIYHO
MPUBOJIAT K HAKOTUICHUIO HEPACIICIUICHHBIX CYOCTPaTOB BHYTPU OPTaHEIUIbI U BBI3bI-
BaIOT MpOrpeccupymoliee HapylieHue (QyHKIUHA pa3HbIX CUCTEM U OPraHoB (Coeau-
HUTEJbHAS TKaHb, XPSAIl, KOCTHAsI TKaHb, HEPBHAS CHCTEMAa, TAPEHXNMATO3HBIE Opra-
Hbl). Bo3pact manudecTanuu pazaudHbIX JIM30COMHBIX 3200JIEBaHUI MOKET BapbU-
pOBaTh B IIMPOKUX Ipenenax (0T HHPAHTUIBHBIX A0 B3POCIBIX (GOPM).

JIsl KITMHAYECKUX TPOSIBIICHUHA JTM30COMHBIX OOJIE3HEH XapaKTepHO MOCTETICH-
HO€ HayaJo, MpoTrpeccupyrolee TeUeHue, Ho 0€3 OCTPhIX META0OINYECKUX KPU3OB.

BoBneuenue HepBHOUM CHCTEMBI HAa PaHHUX 3Talax XapaKTEPH3YeTCs MBIIICU-
HOM THUMOTOHUEH, 3a/IepKKOH MOTOPHOTO, a 3aT€M M IICUXOPEYEBOTO Pa3BUTHS, B
cydasx OOJe3HEeW HAKOIUICHHS C MPEUMYIIECCTBEHHBIM IMOPAKCHUEM HEPBHOW CH-
CTEMBbI JTOOABJISAIOTCS JBUTATEIbHBIC HAPYIICHHS (aTakCHs, IEHTPAIbHBIC Mapeskbl,
SMUJICHTHYECKUN CUHAPOM). [Ipr HEKOTOPBIX JTHM30COMHBIX 3a00JICBAHHSIX HAXOJST
CUMIITOM «BHIITHEBOW KOCTOYKM» B 00JIACTH MaKYJIbI.

JIns 6ONBIIMHCTBA JIM30COMHBIX OOJIe3HEH XapakTepHa opraHoMerainus (yBe-
JTUYCHUE TICYCHU, CEJIE3CHKH, cep/ilia). BoBieueHne coeIMHUTENBHON TKaHH, XpsIa
U KOCTEW TPHBOAWUT K TOSBICHHUIO CICIU(PUICCKUX AUCMOPPHUUESCKUX TPHU3HAKOB:
«rpyOBbIe YEePTHI JUI1A», MHOYKECTBEHHBIN JU30CTO3.

B 3aBucuMocTH OT HapyiieHus (GyHKIMH (epMeHTa U HAKOIUICHHUs CyOcTpara
pazIMyaloT MYKOIOJUCAaXapu03bl, COHUHTOJMUNKUI03bI, HEUPOHAIBHBIA IEPOU-
munodyciuHo3, 3a00IeBaHMsI ¢ TPEUMYIIIECTBEHHBIM JIE(PEKTOM IKCIIOPTA U3 JTH30COM.

Jlmarsoctrka 3a00JIeBaHUN MPOBOJUTCS C UCIOJIB30BAaHUEM HWHCTPYMCHTAJIb-
HBIX METOJIOB HMCCIIEOBAaHUS KIMHUYECKHA BOBJICYCHHBIX OPTAaHOB U CHUCTEM (CKEJIeT,

MMapEHXMMATO3HbIE OPTaHbl, OPraHbl 3pEHUS U CllyXa, HEPBHAsI CUCTEMA), CleIallb-
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HBIX OMOXMMHUYECKUX TECTOB (ONpEIeIeHNUEe TITMKO3aMUHOTIIMKAHOB KPOBH U MOYH,
HCCIIEIOBAaHNE AaKTUBHOCTH ()EPMEHTOB B JieHKoIMTax wiu (Qubpobractax, B TOM
YHUCJIe U XUTOTPUA3HIA3bI), @ TAKKE MOJIEKYJISIPHO-TEHETUYECKOTO aHAIN3a.

B nacrosiiee Bpemst pazpaboTaHbl U TPUMEHSIOTCS IS JICUECHUS TU30COMHBIX
OoJie3HEW CHeAyIoIMe TMOAXObl: TPAHCIUIAHTAIUS TE€MOIOATHYECKUX CTBOJIOBBIX
kierok (MIIC | tuma, 6one3ns Kpabbe, meraxpomaTudeckas JeHKoauctpodus);

dbepmenTo3amectuTenbHas Tepanus (6onesnp [ome, @abpu, [Tomme, MIIC I, 11, VI,

IVA Tumos).

12.1. COUHT' OJIMIINIO3bI

Cehuneonunuowt SBISAIOTCS OCHOBHBIMH KOMIIOHEHTAMHU KJIETOYHBIX MEMOpaH.
Jlist BceX COUHTOMUIUA030B XapaKTEPEeH OOIIMM MaToreHe3 — BHYTPHKJICTOUYHBIC
HAKOIUICHUS! CHeU(pUYECKUX CHUHTOIUNUIOB B TOJIOBHOM MO3re, KOCTHOM MO3TE,
JIETKUX, TIEUEHU U CEJIE3€HKE, KOTOPhIC BBI3BIBAIOT XapaKTEepPHbIC KIMHUYECKUE TIPO-
sBJICHHS. B 3aBUCHMOCTH OT 0COOCHHOCTEH CTPOCHUS CHUHTOJIUIHIOB, HAKOTUICHHUE
KOTOPBIX TMPOUCXOIWT B OpPraHMW3Me, BBIACIAIOT TaHTIHo3ua03bl (GMi- u GMy-
TaHTJIMO3U03b1), liepedpo3uo3bl (Oone3np [ome, Kpabbe, Meraxpomaruueckas

nerkoaucTpodus), a TakKe maTosioruro chunromuenuna (6onesns Humana-Iuka).

12.1.1. GM1-raurauo3uao3 (6ose3nn Tesn-Caxkca) (E75.0)
3aboneBanue 00yCIOBICHO HEJOCTATOYHOCTHIO (PEpMEHTAa TeKCaMUHUA3hI A
(rer HEXA, 15023), Hacneayercsi ayTOCOMHO-PEILIECCUBHO.
Yacrota BcTpeuaemocTt 1:320000 HOBOPOXKAECHHBIX B MUPE; XApaKTEPHA BBHICO-
Kasl pacpOCTPAaHEHHOCTh T€TEPO3UTOTHOTO HOCUTENBCTBA (3%) M 3HAYUTEIILHO 0OJIb-
I1asi 4acTOTa BCTPEUYAEMOCTU 00JIe3HH Y eBpeeB-alikeHa3oB 1:3500 HOBOPOKICHHBIX.
[Tatorenes 6oxne3nm cBszan ¢ HakomieHneMm B I{THC ranrmmo3unoB. B 3aBucu-

MOCTH OT BO3pacCTa MaHI/I(beCTa]_II/II/I N TSOKCCTHU TCUCHHUA Pa3JIN4aroT 3 KJIMHUYECKHE

(bopMbI:
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1) nerckasi — cMepTh B Bo3pacte 110 4 JeT (depe3 Moroja Mocie POXKICHUS
OTMEYAeTCS MBIIMIEYHAsT THUIOTOHHUS, KOTOPas CMEHSETCS CIACTHKOM, TOSBISIIOTCS
paccTporCTBa III0TAaHUs, CIENO0Ta, TIIyX0Ta);

2) moxpocTtkoBas popma — cmepTh a0 16 net (nucdarusi, nu3apTpusi, aTakCus,
CIIACTUYECKUH TeTpamnapes);

3) B3pocias ¢opma manudectarusa B 20-30 et (mporpeccupyroT HEBPOJIOTH-
YECKUE CUMIITOMBI — aTakcwsi, Aucdarusi, Iu3apTpusi, CHIKCHHE KOTHUTHUBHBIX
HABBIKOB, ICUXUYECKUE OTKIOHEHUS).

Ha rmazHom gHE y MaIMeHTOB BBISBIISCTCS CHMITOM «BHIITHEBOW KOCTOUYKH,
renaTocIyieHoMeraiausi oOHapyUBaeTCs PeAKo (OObIYHO MpU BapuaHTe OOJE3HU
Cannxodd). s ouacnocmuxku OGMOXMMUYECKHN MeTON (OmpeiesieHHe aKTHUBHOCTH
dbepMeHTa TeKCAaMUHUIA3bl) U MOJICKYJISIPHO-TEHETUYECKUM aHanu3 (ompenesieHue

myTtarui B rene HEXA). Jleuenne cumMnroMaTudeckoe.

12.1.2. Boae3nb Kpaooe (E75.2)

3aboneBanue 00yCIOBIEHO HEIOCTATOYHOCTHIO (hepMEHTa rajakTorepeopos3u-
na3el (ren GALC, 14931), scaeactue yero B IJHC makamiMBaroTCsl rajakTo3uUIILC-
pPaMUJIbI, UTO BBI3BIBAECT THOEIb OJUTOJASHAPOIIMTOB U PACIIa]l MUSITHHOBBIX BOJIOKOH
¢ oOpa3oBaHUEM TJI00OHIHBIX KIETOK (BCIEICTBUE HAKOIUICHUS BKIIOYCHUH).

bonesHnp HacnemayeTcs 1Mo ayTOCOMHO-PEIIECCUBHOMY THITY, YacTOTa BCTpeUae-
mocTtu 1: 100000.

Breinenstor Heckosibko (opM 00JI€3HU, OTIIMYAIOLIMXCS 110 BO3pacTy MaHUpe-
CTaIluH, CTETICHW TSOKECTH KIMHUYECKHX MPOSBICHUA W CKOPOCTH MPOTPECCHUPOBaA-
Husa. Haunbonee gacto BeTpewaetrcs nHbanTUiIbHas (Gopma ¢ Bo3pacToM aedrota 3—6
MECSIICB U TIPOSBIISIONIASICS IMOBBIIIICHHOW BO30YIMMOCTBIO peOCHKA, TTOBBIIICHUEM
crapt-pediiekca, HapyIIeHHEM KOPMJICHUS, TUIEPTEpMHEH, 3ateM (HopMupyercs
CIACTUYECKUU TeTparmapes, CIenoTa, rryxora.

JlmarHocTtrka 3a00JI€BaHUS BKIIFOYACT OINpEICICHUE aKTHBHOCTH (DepMeHTa
(ramakrorepeOpo3uaaspl) B JIEUKOIMTaX KPOBU U MOJICKYJISIPHO-TEHETUYECKUN aHa-

w3 (BeisiBiieHue myTanuid B rene GALC).
48



Jleuenue 00J€3HU SBISIETCS CUMIITOMATUYECKUM, Tpeanoaraercs 3¢dekTus-
HOCTbh TPAHCIUIAHTAMH TE€MOMNO3TUYECKUX CTBOJIOBBIX KJIETOK B JOCHMIITOMAaTHYe-
CKOM IIEPUO/IE.

12.1.3. bBoae3nr Humanna-Iluka (E75.2)

boneznv Humanna-Iluka IBIAETCS TEHETUYECKU U KIMHUYECKH T€TEPOT€HHBIM
3aboseBaHueM. Boiiensior Heckoapko noaruno oonesnu: A, B, C, /1, E. IIpuunnoii
6one3nun Humanna-Iluka tunoB A u B sBisercs nedext ¢pepmenta chuHroMuenmHa-
3bl (ten SMPD1, 11pl15).

Tun A manudectTupyeT B HEOHATAIBHOM NIEPUOJE C 3aI€P>KKU MOTOPHOTO pa3-
BUTHS, MBIIMICUHOW TUIOTOHMM, HApPYIICHUU BCKapMIIMBaHUS, JTUMQoaacHONaTHH,
rernaToCIVICHOMETalNM, Io3aHee (OpMUpPYETCs 3aJep’KKa HEPBHO-TICUXUYECKOTO
pa3BUTHS, ITyX0Ta, CIENOTAa.

Tun B HaunHaeTcs B Mo3iHeM UH()AHTUIBHOM MEPUOJIEC WU IETCKOM BO3pacTe
C TenaToCIJIEHOMETalnu, 3aIEPKKU POCTa, UHTEIJIEKT, KaK MTPAaBUJIO HE HAPYIIAETCS.
Jlnaraos noATBepKaeTcd OMOXUMHUYECKHUM METOJOM (aKTUBHOCTH (pepMeHTa CPUH-
TOMHEIIMHA3BI) U MOJIEKYJISIPHO-TEHETUYECKUM aHATTU30M.

[Tpuunnoit 601e3uu Humanan-ITuka tuna C sBsieTCs HAPYIICHUE JIM30COMAITb-
HOT'O TPAHCIIOPTa XOJIECTEPUHA, YTO MPUBOJUT K €r0 HAKOIUIEHUIO B JIM30CcOMax. BhI-
siBieHo aBa MyTaHTHbIX TeHa: NPC1 (18q11.2) u NPC2 (14024.3), niepBblii BbI3bIBACT
3a0oseBaHue B OOJBITMHCTBE citydaeB (95%), BTOpoil BeI3bIBaeT 00J1€3Hb JIHIIb B 5%
ciydaeB. Bo3pacT Havana 3a0oeBaHusl BApbUPYyeT B IIMPOKHUX MpEJeNax: OT MepuHa-
TansHOro A0 50 yer u crapuie. B KIMHUYECKOW KapTUHE OTMEYAETCS IeNaToCIIEHO-
MErajus C JUIUTEIIbHOW XOJECTaTUYECKOM KENTYXO0H, KOTOpas MOKET CIIOHTAHHO pe-
rpeccUpoBaTh WM MPOTPECCUPOBATH C pa3BUTHEM (aTabHOW MMEYEHOYHOM HenocTa-
TOYHOCTU. B OOJIBIIMHCTBE CIIydyaeB TSXKECTh OOJIE3HU OIpPEAEseTCs] HEBPOJIOrHye-
ckoi cumrnroMatukoi. B 20% ciydyaeB HEBPOJOTMUECKUE CUMIITOMBI PA3BUBAIOTCS B
paHHEM JIETCKOM BO3pAacTe, MPUBOJS K 3aJEP:KKE IICUXOMOTOPHOIO Pa3BUTHS, ABUTA-
TEJIbHBIM HapYIICHUSIM B BUJE TeTparnapesa, atrakcuu. B 60—70% ciaydaeB HEBpOJIOTH-
YecKasi CUMITOMATHKa B BHJIE MO3KEUKOBOM aTaKCUW W U3APTPUH, KATAIUIEKCUU,

JUCTOHMH, CYJOPOKHOIO CHHIPOMA, BEPTUKAIBHOIO Mape3a B30pa (10CTaTOYHO Clie-
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uUUeCKUi MPU3HAK) U MPOTPECCUPYIOLIETO CI1a00yMUsl pa3BUBAETCS B BO3PACTE OT
3 no 15 net. JIumbs B 10% cinydaeB HEBPOJIOTUYECKUE CUMIITOMBI Pa3BUBAIOTCS B 00-
JIee MO3JHEM BO3PACTE C BBICOKOM YaCTOTOM IICUXUYECKUX PACCTPOUCTB.

JlJis moTBEpKAEHUS TMAarHO3a UCTIOIb3yeTCsl IMTOXUMUYECKU MeToa (0OHa-
pY’K€HUE HAKOIUIEHUs POU3BOJIHBIX X0JIeCTEpUHA B (pnbpodiacTax, TecT ¢ Gpuaunu-
HOM), MOJIEKYJISIPHO-TEHETUUECKUI METOA JIJIs1 OOHApYKEHUSI OMAJUIEIbHBIX MyTallui
B rerax: NPC1 u NPC2.

JInst nedeHust MOXKeT ObITh pekoMeHoBaH npenapar Miglustat — koHkypeHT-
HbIII MHTUOUTOP (epMEHTa TIIIOKO3UPLEPAMUACUHTA3bl, KaTaIU3UPYIOMIEH NEepBbIi

(PMKCHPOBAaHHBIN 3TAll CUHTE3a TJIMKOC()UHT OJTUITHIOB.

12.1.4. boae3ub @adpu (E75.2)

boneznv @abpu (6one3np Auaepcena-dadbpu) odycnopieHa aehunuToMm ¢ep-
MeHTa a-rayakro3uaasbl A (ren GLA, Xq22.1).

3aboseBaHne HACTIEAYETCS MO X-PEIECCUBHOMY THITY, YaCTOTA BCTPEUAEMOCTH
1:40 000 HOBOPOXKICHHBIX.

[Tatorenes 6ose3nu cBsizan ¢ HakorieHueM B [ITHC, ITHC, poroBuiie u moukax
rJ1000Tpuao3uiIepamMuia. 3a00jieBaHUE MPEICTABICHO IMUPOKUM CIIEKTPOM KIMHH-
YECKUX CHUMITOMOB: HEBPOJOTHYECKUX, KOXKHBIX, MOUYCUYHBIX, KapJAHAJIbHBIX, TJa3-
HbIX. B oTiimume oT GoJie3HeH ¢ KITaCCHYECKUM X -CIEIJICHHBIM PEIeCCUBHBIM THIIOM
HACJIeI0BaHUSI, KIIMHUYECKUE TIPOsBICHUs Oosie3HM Pabpu MOTYT pa3BUBATHCS U Y
KEHITMH-HOCUTEILHUI] MyTAaHTHOTO T'eHA.

HawnGosee yacThIM CUMIITOMOM SIBJISICTCS KT'ydasi MJIU KOJIOIIas HelpormaTnye-
ckasi 00Jib, JTOKAJIM30BaHHASI B KUCTSIX M CTOMAaX, MHOTJA MPOTEKAIONIasl B BUAC KPH-
30B C 0CO00 MYUHUTEIBHOU OO0JIBIO.

Cpenu npyrux mposiBICHHM CIIeyeT OTMETUTh KOKHYIO CHMITTOMATHKY B BUJIC
cnenuUUecKnX aHTHOKEPaTOM, TMOpaKEeHUE MOYEK C pa3BUTHEM HedpOCKIepo3a u
MOYCYHOW HEAOCTATOYHOCTH, IMIOMYTHCHHUE POTOBUIILI, CHIDKCHHE CITyXa, XpOHHYE-
CKYIO YCTaJoCTh, IIepeOpPOBACKYIISIPHBIC HAPYIICHUS (MHCYJIbTHI), KapAHAIbHYIO Ma-

TOJIOTHIO (TUIepTpodrsa MUOKApAa, APUTMHUU C PUCKOM BHE3AITHOW CMEPTH).
50



Jnarnoctuka 3a00JeBaHUsI OCHOBaHA HA U3MEPEHUH KOJIMYECTBA HAKOTIICHHO-
ro cyocrparta, U3BMEPEHHH aKTUBHOCTH (hepMEHTa B JIEHKOIIUTaX KPOBH, a TAKKE MO-
JICKYJISIPHO-TEHETUUECKOM aHaJM3e (BBISBICHUE MATOTeHHBIX MyTanuii B reHe GLA).

B neyenunn npumensieTcst GepMEHT — 3aMeCTUTENbHAs Tepanus npenapaTaMu:

Agalsidase alfa niu Agalsidase beta.

12.1.5. Boae3nnb I'ome (E75.2)

bonesuv T'owe sBnsercs 3abolieBaHUEM, NMPU KOTOPOM HAPYIIAETCS CUHTE3
JIMKOC(UHTONUIIUIOB BClieCTBUE Aeduunta pepMeHTa OeTa-TioKoepeopo3uasbl
(GBA, 1922).

BbiensitoT Tpu OCHOBHBIX KIMHUYECKUX PeHotumna (tunsl 1,2,3), a Takxke Ba-
PUAHT MOpaXeHUs 110Aa (OTCYTCTBUE ABUTATEIIbHOM aKTUBHOCTU M aHAacapKa) U Ba-
puUaHT ¢ TnopaxeHueM cepaua (6one3np [ome-odraneMorierus-cepaeuHo-
COCYIUCTBIC KaIbIIU(PUKATHI).

B OosbminHCTBE ciydaeB BeTpeyaeTcss 0ose3Hb [ome 1 Tuma, oHa sBisieTcs
XPOHUYECKON HEHEHpOHOMaTH4YEeCKOM (GopMoil 3a0osieBanus. Y TMAlMEHTOB HaOIIO-
JAI0TCA TeNaTOCIUIEHOMETalivs, NaHUUTONEHUS, MOpakeHue Kocted (00iu, mopou
nproOpeTaroire 0co00 MyYUTENbHBIN XapaKTep «KOCTHBIE KPHU3bD», HEKPO3bI, TTATO-
JIOTUYECKHUE MEPEIIOMBI).

bonesns [Nomie 2 Tunma — octpas HelipoHonaTuueckas Gopma — XapaKTepu3y-
€TCS OCTPHIM HAuajoM B MIIQJIEHYECTBE, OBICTPONPOTrpeccUpyromiet auchyHKiIuen
CTBOJIa MO3ra U IPUBOJUT K CMEPTH 10 2-JIETHETO BO3pacTa.

bonesns ['ome 3 Tuna — nogoctpas HelipoHonaTuyeckas popMa — BO3HUKA-
€T B JIETCTBE U XApPAKTEPU3YETCAd HapSAAy C CUCTEMHBIMH MPOSIBICHUSIMU KIMHUKOU
nporpeccupytonieii sHiedanonatuu (ria30ABUTaTeNIbHbIE PACCTPONCTBA, aTaKCHS,
MUOKJIOHYC-3ITUJIETICHS ).

HakannuBaronuecs B KJIETKaX PETUKYJIOAHIOTEIHAIBHON CUCTEMBbI, TEUYEHH,
CEJIC3eHKU, KOCTHOTO MO3Ta TIFOKOIEpeOpO3U Ikl TPUBOIAT K MOSIBJICHUIO crieludu-
YeCKUX KJIeTOK ['o1re, KOTOpbie MOTYT OBITh HICHTHU(PUITUPOBAHBI IPU UCCIICTOBAHUH

omonTara. Taxxke A IMOATBEPKACHUA JUarHo3da CJICAYCT HU3MCPUTL AKTHBHOCTDb
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dbepmenTa OGera-Tmokoriepedpo3uaasbl u npoectn J|HK-nmuarnoctuky, HampasieH-
HYIO Ha MTOUCK OMaUIeIbHBIX MyTaliil B reHe )epMEeHTa.

B Hacrosimee BpeMsi MCIOJB3YIOTCS JBa IMOAXO0Ma K JICUCHHIO 3a00JICBaHUS:
depMeHT-3aMecTuTeNIbHAs Tepanus npenaparamu Imiglucerase nwiom Velaglucerase
alfa, Taliglucerase alfa, a taxxke cyocrpar—peayuupyromas tepanus. Miglustat,
Eliglustat. Xopommit >3¢dexr monyden npu jedenun 1 tuna 3adosneBanus. s 2

THIa 3a001€BaHUs ITO JiedUeHUE HEIPPEKTHBHO.

12.2. MYKOITOJIMCAXAPUJI0O3bI

Myxononucaxapuooszwr (MIIC) — rpynmna 3abojieBaHUN, 00YCIOBIECHHBIX Te-
HETUUYECKUM JePEeKTOM (PEpMEHTOB pAacIIEIUIEHUs YTJIEBOJHOM YacTH MOJIEKYJIbI
[VIMKO3AMUHOTJIMKAHOB C UX HAKOIUIEHWEM B opranusme. Beinersator 7 tunos MIIC:

— | — Hurler/Scheie syndrome — cunapom ['ypnepa/llletie (IDUA, 4p16)

— Il — Hunter syndrome — cunapom Xanrepa (IDS, Xg28);

— Il — Sanfilippo syndrome — cunapom Candununmno A (SGSH, 17925), B
(NAGLU — 179g21), C (HGNAT, 8p11), D (GNS, 12q14);

— IV — Morquio syndrome — cunapom Mopkuo A (GALNS, 16924.3), B
(GLB1, 3p22);

— VI — Maroteaux-Lamy syndrome — cunnpom Mapoto-Jlamu (ARSB, 5014);

— VIl — Sly syndrome — cunapom Cnas (GUSB, 7qll);

— IX— Natowicz syndrome — cunapom Harosuua (HYALL, 3p21).

12.2.1. Cunapom I'ypaepa/llleiie (E76.0)
Myxkononucaxapuno3 | Tuma oOyCIOBIEH MOJHBIM OTCYTCTBHEM (BapHaHT
I'ypaep (Hurler)) wiu nemoctarounocteio (Bapuant Illeite (Scheie) u INypuep-1eiie
(Hurler-Scheie)) depmenta a-L-unyponunaser (IDUA, 4pl16.3). AyrtocomHO-
peueccuBHOe HacnenoBanue. Yactora BecrpeuaeMoctu 1:100000 HOBOPOKAEHHBIX.
[Tpu Tsxenoit popme ['ypiiep Beayiiue CMMOTOMBI B BUIE iepopMaluu ckele-

Ta, 38J€PKKH MOTOPHOTO U YMCTBEHHOTO Pa3BUTHUs IMOSBIIIOTCA B BO3pacTe 6—8 Me-
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csueB. Jlpyrue mposBieHus: 3a00JIeBaHUs BKIIOYAIOT TTOMYTHEHHE POTOBUIIBI, rema-
TOCIJIEHOMETAJINIO, TPBDKH, TYTOIOABUAKHOCTh CYCTaBOB, PUHUT, TYTOYXOCTb, LIyM-
HOE€ JIbIXaHHEe, KapJIUaJbHYI0 MATOJIOTHIO (TOopa)keHUe KJallaHoB, MUOKapAa, dHJO-
KapJa, MarucTpaibHBIX COCYJOB), JHUIEBbIe AUCMOpuHN u rupcytusM. [locie aByx-
neTHero Bo3pacTta dopmupyercs ruapouedanus. Ilamuentsr ¢ Bapuantom llleite
UMEIOT HOPMAJIbHBIN WJIM MOYTH HOPMAJIbHBIA POCT M UHTEJUIEKT, U3 MPU3HAKOB 00-
JIE3HH NPUCYTCTBYIOT IOMYTHEHUE POTOBHUIBI, TYIOIOJABUKHOCTh CYCTaBOB, CHH-
JIPOM 3aIsICTHOTO KaHalla, MOpa)keHre aopTalibHOro KiarnaHa. CykeHHne Mo3BOHOYHO-
ro KaHaja B LIEHHOM OTJEJIE MOXKET MIPUBECTH K PA3BUTHUIO Y OOJIBHBIX CLIACTHYECKO-
ro Terpamapes3a. Y MaIlMEHTOB C MPOMEXKYTOYHBIM BapuaHToM (BapuaHT ['ypiep-
[lefie) HaOMIOJAIOTCS CUMIITOMBI ITOPAKEHUSI CKEJIeTa U BHYTPEHHUX OpPraHOB pa3-
HOM cTeneH’ Ha JOHE HOPMAIBHOTO UJTM TTOYTH HOPMAJIBHOTO UHTEJIEKTA.

B nuarnoctuke 3a00s1eBaHUs UCHOJB3YETCS OMOXUMHUYECKHM METOJ (TIOBBIIIIE-
HUE B MOYE€ YPOBHA JepMaTaHCyIb(PaTOB U renapaHcyib(aTroB U ONpPEICIICHUE aK-
TUBHOCTU (hepMeHTa o-L-uaypoHuaasbl B JIEMKOIMTaX KPOBU), a TAKKE MOJIEKYJISp-
HO-T€HETUYECKUN aHAJIU3.

Jlns nanHOM OOJe3HM pa3pabdoOTaHa MAaTOreHETHYecKas Tepanus 3aMelieHue
dyukuuu pepmenrta npu nomomy npernapara Aldurazyme, B ciyuae panHeid aua-

THOCTHKH B(bCI)eKTI/IBHa TpaHCIINIaHTalOuA I'CMOIIOOTHYCCKHUX KIICTOK.

12.2.2. Cunapom Xanrtepa (E76.1)

X-CUEIUICHHBIN PELECCUBHBIN TUI HACJICIOBAHHUS.

Yacrora Bctpeuaemoctu 1:100000 HOBOPOKACHHBIX.

[TpuunHOW OO0JNIE3HU SABJISETCS TOJHBIA WU YaCTUYHBIA neunut depmeHTa
uaypoHat-cyibdatassl (ren IDS, X(28), B pe3ynbrare NpOMCXOIUT HAKOIICHHE TEX
K€ CaMbIX TIMKO3aMUHOTIIMKaHOB, uTo U nipu MIIC |: nepmaTtancynsdaroB u rema-
paHCyIb(paToB.

[lepBbie cuMntombl 60s1€3HU NOABIAIOTCS Y ManbuukoB ¢ MIIC Il ot 18 mecs-
1IeB 710 4-JIETHETO BO3pAcTa B BHJIC MMOBTOPHBIX PECIUPATOPHBIX UH(EKIINUN, OCIOXK-

HCHHBIX OTUTaMH, PCIIUANBUPYIOIINX HyHO‘IHOI\/'I H IMaXOBBIX I'PbIK, I'CIIaTOCIITICHOME-
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rajiuy, TYTOMOJABUKHOCTH CYCTaBOB, MaKpolehanud U MOPaKEHUs KOXKU (y4aCTKH,
HaIllOMHUHAIOIIKE anelbCUHOBYIO KOPKY Ha Ijleyax, CIMHe, Oeapax).

Crnenu¢uyeckuii CUMOTOM OTpyOJI€HMs YepT JIMLA CTAHOBUTCS OYEBHUIHBIM B
MPOMEXYTOK OT 2 110 4 JIeT, U JIETKUX CIydyasx 00JIe3HH — IO3/HEE.

B cnyuae Tspkenoro tedeHus 00Jie3HM HAOMIOAeTCsl paHHUM perpecc ICUXoMo-
TOPHOT'O PA3BUTHUS U CYIIECTBEHHOE COKpAIIECHUE MPOJOJDKUTEIBHOCTH KU3HU, MPH
JEerkux (popMax — UHTEIUIEKT U IPOJOJDKUTEIBHOCTD dKU3HU NIOYTH HE CTPAJIakoT.

Jlnarno3 nmoaTBepik1aeTcsi 0OHAPYKEHUEM IOBBIIIEHHOTO KOJIMYECTBA JiepMa-
TaHCYJIb(ATOB U renapaHcyb(aroB B CYyTOYHOW MOYE, a TaKXKe M0 CHHKECHHIO aK-
TUBHOCTH (DepMEHTA B JICHKOIMTAX KPOBU U IO HATMYHWIO MyTanuu B rene 1DS.

Jlna nedenus paszpaboraHa (epMEHTO3aMEeCTHTENIbHAsl Tepanus (Ipenaparsl

Idursulfase.

12.2.3. Cunapom Canduiaunmo (E76.2)

Myxkononucaxapuao3 I (cungpom Candununmno) oOycioBieH aeduUIuToM
pa3HbIX (EPMEHTOB, HO MPHU ATOM B JIM30COMaX HAKATUIMBAETCS OAWH THUI TJIMKO3a-
MUHOTJIMKAHOB — TrenapaHcyibQar.

PaznuuaroT yeTsipe KIMHUYECKU HEOTIIMUYUMBIX BapUaHTa 3a00JI€BaHNUS:

— tun A: (nedunut dpepmenTa remapancyibparassl, ren SGSH, 17925.3);

— tun B (- a-N-anetunrmoko3amunnaasel, red NAGLU, 17021.2);

— mun C (- o-rmoko3amuanI-N-anetunrpancdepaser, ren HGSNAT,
8pl1.21);

— tun D (- N-amerwirmoko3amuH-6-cynbdar-cyiabdarasel, reH GNS,
12q14.3).

3abosieBaHre MaHU(ECTHPYET HA BTOPOM TOAY JKM3HH PEOCHKA, TIPU ITOM CO-
MaTUYECKUE W3MEHEHUS SIBJISIOTCS HE3HAUYUTENbHBIMHU: OTCTaBaHHE B POCTE, He-
OOJIBIIIE CKEIICTHBIC M3MEHEHUS, WHOT/IA BBISBJISETCS JIETKAsl CTENEHb TermaTocIie-
HOMETAJIUH.

OpHako MCUXUYECKOE pa3BUTHE peOCHKa HAYMHAET 3aMETHO OTCTaBaTh, HAUM-

HAETCs MOCTCICHHBIN pacmoan HpI/IO6pCTCHHBIX MOTOPHBIX U IICUXUYCCKHUX HABBIKOB.
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PasBepHyTast kapTHHa OOJIC3HH MpECTaBIICHA TPYOBIMU HAPYIICHUSIMH TIOBE-
JCHMS, JEMEHIIMEH, YacTO CyJIOPOKHBIM CHHIPOMOM, PHTHIHOCTHIO CYCTAaBOB, I'elia-
TociuieHoMeranueid. OrpyOieHre 4epT JIniia BEIpaxeHo c1abo.

JlnarHocTrKa OCHOBBIBAETCS Ha OOHAPY)KCHHHW ITOBBIIICHHOTO YPOBHS Iera-
paHcyib(haTa B CyTOYHOM MOdYe, JUIs ONPEICIICHUS THIa 3a00JIeBaHUS HEOOXOIUMO
MCCIICIOBAaTh aKTUBHOCTh OJTHOTO M3 YETHIPEX (PEPMEHTOB B JICHKOLUTAX KPOBU HIIU
¢ubpobIacTax, a Takke MPOBECTH MOJIEKYJISIPHO-TEHETUICCKYIO TUArHOCTHKY IS
BBISIBIICHUSI OMAJUICIIBHBIX MyTallMi B OJJHOM M3 COOTBETCTBYIOIIUX T'€HOB Y MPOOaH-
Ja ¢ TIOATBEPIKICHUEM CTaTyca HOCHTEIBCTBA Y POAUTEIICH.

Jleuenne curapoma CaH(PHUIUIIIO CUMITOMATHYECKOE.

12.2.4. Cunapom Mopkuo (E76.2)

Myxkononucaxapunos 1V — cunapom Mopkuo BbI3BaH JeUIIUTOM JIBYX (dhep-
MEHTOB: TaJlakKTO3aMHUH-6-cynbdaT-cynbdarassl (tun A, ren GALNS, 16024.3) unu
B-D- ramakro3uaassl (tTun B, ren GLB1, 3p22.3), npu 5TOM B COeTMHUTEILHON TKaHU
OTKJIa/IbIBa€TCA KepaTaHCcyibhaT. AyTOCOMHO-PELIECCUBHBIN TUIT HACIICIOBAHMUS.

bonesns mposiBisieTcss Ha BTOPOM TOJy KH3HU peOCHKa OTCTaBaHUEM pOCTa,
BBIPOKEHHBIMU CKEJIETHBIMU JiepopmarusiMu (TUIATUCTIOHAMINS, CKOJIMO3, KU()O3,
nedopmaiius TpyIHOM KIeTKU, X-00pa3Has nedopmarust KojaeHei).

Hapymaercss nBuratenbHas (QyHKIHS, KaK BCIICICTBUE CKEJICTHBIX AHOMAJIHMH,
TaK ¥ BCJICJICTBUE BTOPUYHBIX HEBPOJOTUYECKUX OCIOKHEHHM, 0O0YCIOBICHHBIX KOM-
MIPECCHEH HEBPOJOTUIECKUX CTPYKTYP, Yallle MEeHHBIX CETMEHTOB CITMHHOTO MO3Ta.

Poct pebenka 3HaUUTENbHO CHUXKEH.

Taxke oTMe4aeTcsl yBelInueHue MeYeHH, MOTeps CiIyXa, MIOMyTHEHHUE POTOBU-
ITbI, JBIXaTCIIbHBIC HAPYIICHHMS, TTaTOJIOTHS KIIAITAHHOTO anmnapara. MaTemiekT o0brd-
HO HE HAPYIIICH.

JlmarHo3 moATBEp)KIaeTCs Ha OCHOBAaHWM TOBBINIEHHOTO YPOBHS KepaTaH-
cyiab(dara B CyTOYHOM MOYE, CHHIKCHHUS aKTUBHOCTH OJHOTO W3 JIBYX Ha3BaHHBIX

(dbepMEHTOB B JICUKOIIMTaX KpOBU Wi (uOpobdiacTax.
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MounekynspHO-TeHeTHYeCKass JUArHOCTHUKA HAMpaBlieHA HAa TIOWCK Ouasiesb-
HbIX MyTanuid B ogHOM m3 1BYyX TeHoB: GALNS unu GLB1 y mpobGannma ¢ moarsep-
KJICHUEM CTaTyca HOCHUTEIhCTBA Y POJIUTEICH.

Jlst neyenus tTumna 4A paspadoTtana GpepMeHTO3aMeCTHTENbHAS Tepanus (Tpe-

napat Elosulfase alfa).

12.2.5. Cunapom Mapoto-Jlamu (E76.2)

Cunnpom Mapoto-Jlamu o0ycnoBieH nedunurom pepMenTta apuicyibdaraszbl
B, BcienctBre mytanmii B ero reHe ARSB, pacnoniosxkerHom Ha 5(14.1. B pesynbrate
B OpraHrM3Me HaKallJIMBaeTCs INIMKO3aMUHOTIIIMKAH: JAepMatancynb(at. Kiunuueckas
KapmuHa TIpeICTaBlieHa KaK MATKUMHU, MEJJICHHO MIPOTPECCUPYIOIIMMHU BapUaHTaMH,
TaK U OBICTPO MPOTrPECCUPYIOLIMMHU TSHKEIBIMU (popMaMU. XapaKTEPHBIMU SIBIISIOTCS
HU3KUH POCT, MHOKECTBEHHBIN TU30CTO3, TYTOIIOJBUKHOCTb CyCTaBOB. [Ipyrue Kim-
HUYECKHE CHMIITOMBI BKJIIOYAIOT MATOJOTHIO KJIANaHHOIO armapara, AblXaTeJbHbIe
pPacCTpOMCTBA, TE€MATOCIJIEHOMETaIUI0, YacThleé CHHYCUTBI, OTUTBI, MOTEPIO CiIyXa,
[OMYTHEHHE POTOBHIIbI, [JIAYKOMY, IIYNOUYHYIO WJIM MAaXOBbI€ TPbDKU. XOTS WHTEIN-
JEKTyalbHbIA AEPUIUT OTCYTCTBYET, HEBPOJIOTMUECKasi CUMIITOMATHKA, KaK MpaBu-
JI0, BO3HUKAET: KOMIIpEcCHs HIEHMHBIX CErMEHTOB CIMHHOIO MO3ra, ruiapouedaus,
BeAylIas K aTpouu 3pUTEIbHBIX HEPBOB U CllenoTe. /[uacrno3 00Ne3HN NOATBEPKIa-
€TCsl ONpeIeJIEHUEM MOBBIIIEHHOTO YPOBHS JepMaTaHCyiab(paTra B CyTOYHOM Moue U
BBISIBJICHUEM CHI)KEHHS aKTUBHOCTH (pepMEeHTa B KyJNbType JEHMKOUMTOB Win (Huod-
po0JacToB, a TaK)Ke BbISIBJIEHUEM OUaJUIeNIbHBIX MYyTallMil B reHe apuiicyibdarassl B
y npo0OaHjia ¢ MOATBEPKIACHUEM CTAaTyca HOCUTENBbCTBA y ero poauteneil. [Tomumo
CUMIITOMATUYECKOTO JIEUEHHUS, CBSI3aHHOI'O, B OCHOBHOM, C XUPYPIrH4YE€CKON KOppEK-
[UEN CKEJIETHBIX JUCIUIA3UH, B MOCJIEIHUE TOAbl YCIEIIHO MpUMEHseTCS pepMEeHT-

3aMecTHTeIbHas Tepanus npenapatom Galsulfase.
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12.2.6. Cunapom Caas (E76.2)

3aboneBanue oOycioBieHo nedextom depmenTa P-rmokyporuaassl (GUSB,
7q11.21), ayrocoMHO-peleCCUBHBIA THUI HacienoBaHus. Yactora BCTpedaemMoCTd
1:1250 000 HOBOPOKAECHHBIX. Knunuueckas kapmuHa BKIIOYAET 3a/I€PKKY TICUXOMO-
TOPHOTO Pa3BUTHS, TEMAaTOCIUICHOMETAIHNIO, CKEJETHBIC IUCIUIa3UuM (TOPAKOIIOM-
OanpHBIN K103, KUJIeBUAHAS aepopmalius TpyaHON KIIETKH), TpyOble YepThl JIMIIA,
nopakeHue cepjua (HeJOCTaTOYHOCTh AOPTAIbHOTO KjlamaHa M runeprpoduueckas
KapJMOMHOIIATHSA ).

Jlnarno3 6071e3HU MOATBEPKIAACTCS BBISIBICHUEM CHIDKEHHUS aKTUBHOCTU (hep-
MEHTa B KyJbTYype JEHKOUUTOB WU (pUOpoOIACTOB, a TAKKE BBIABICHHEM OHAIIIIENb-
HBIX MyTalluil B T'eHe P-TIIOKYpPOHHa3bl y MpoOaHja C MOJATBEPKICHUEM CTaTyca

HOCHUTEIBCTBA y €ro poaurenen. Jleuenue cunapoma Ciiass CUMIITOMAaTHYECKOE.

12.2.7. Cunapom HatoBuua (E76.2)
3aboneBaHue O0O0YCIOBIEHO JePUIMTOM (QepMeHTa THAIypOHUIa3bl (TeH
HYAL1, 3p21.31), naciemyercs 1Mo ayTOCOMHO-PEIleCCUBHOMY THUMy. Kiunuueckue
npusHaky cuHapoma HaToBuua: HM3KUH POCT, MEPHAPTUKYISAPHBIC Y3€ITKOBBIC MST-
KOTKaHHBIE OTJIOKEHHUS C dMU30AaMH OOJIE3HEHHOTO OTEKa 3TUX Macc, YMEpPEHHbIE
M3MEHEHUS JINLEBOTO cKejeTa. JlnarHocTuka MpoBOJUTCS C MCIOJNIb30BAaHUEM MOJIE-

KYJAPHO-TCHECTUYCCKOT'O aHaJIN34d. Jleuenne CUMIITOMAaTHYECKOE.

KoHTpoJsbHBIE BONIPOCHI

1. OxapakTepusyiTe MNaTOT€HE3 JU30COMAJIbHBIX 00JIE3HEW HAKOIUICHUS H
OTPEICIINTE MEXAHU3MbI PA3BUTHUS XaPAKTEPHBIX KIIMHUYECKUX TTPU3HAKOB.

2. Kakue Tumbsl MyKOIOIMcaxapua030B pa3inyaoT U KaKue 0COOCHHOCTHU KJIH-
HUKU TSI K&KJI0TO U3 HUX?

3. HazoBuTe kpuTepun TUarHoCTUKH JIN30COMATLHBIX 00JIE3HEH HAKOTUICHHUSI.

4. B yeM CXOJ/ICTBO M OTJINYME KIMHUKU PA3JIMYHBIX COUHTOIUITNI030B?

5. Ins xakue JM30COMAabHBIX 0O0JIe3HEH HAKOIUICHHS pa3paboTaHbl METOIbI

IIaTOT€HETHYECKOI0 JICUCHUS M B YeM OHHU 3aKII0YarOTCS?
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13. BOJIE3HU TPAHCMEMBPAHHOI'O TPAHCIIOPTA HOHOB

TpancmemMOpaHHBIl TPAHCHOPT — 3TO NEPEMEIICHUE BEIIECTB CKBO3b KJie-
TOYHYI0O MEMOpPaHy U3 KJIETKH B MEXKKJIETOUYHOE MPOCTPAHCTBO W/WIIK OOpPATHO MpPH

MTOMOIIIA aKTHBHOTO TPAHCIIOPTA, 00JIETYCHHON MJTH TPOCTOU muddy3un.

13.1. MYKOBHUCHIU 03 (E84.0)

OnHO W3 caMbIX paclpOCTPAaHEHHBIX HACIEACTBEHHBIX 3a00JeBaHH oOMeHa
BelIecTB 00ycioBiieHO OuaensupiMu MyTanusaMu B reie CFTR (7031.2), koTopbrit
KOJUPYET TPpaHCMEMOpaHHBIA PETYIIATOP MPOBOAMMOCTH MOHOB HaTpus U xiyopa. Ca-
Mas pacnpoctpaHeHHast (okojio 70% asieneit) MyTaius NPUBOJIUT K JIETICIUNA aMUHO-
KUCIOTHl (eHrnamannHa B 508 monoxxennn Oenka (F508del). Bonesnp Hacnemyercs
ayTOCOMHO-PEIIECCUBHO, YaCTOTA BCTPEYAEMOCTH B OOJIBIITUHCTBE €BPOICHCKHUX CTPaH
1:8000. Mymayuu B rere CFTR mpuBOAsT K HApyIICHUIO TPAHCIIOPTAa MOHOB XJIOpA
gyepe3 MeMOpaHy KJIETOK JbIXaTeNbHBIX MyTeH, MOHKETyI0YHOMN KeJe3bl, KUIICYHUKA,
CJIFOHHBIX U TIOTOBBIX JKE€J€3, B CBSA3U C YEM MEHSETCS] KOHCUCTECHIIMS CEKpeTa: OH CTa-
HOBUTCS TYCTBIM U BSI3KMM W 3aKyIIOPUBAET MPOTOKH JKeJie3 U OpOHXOB. Knunuueckue
nposisieHusi MOTYT Pa3BUTHCS TPH POXACHUM (MEKOHHEBBIN WIIEYC) WM B PaHHEM
JIETCKOM BO3pacTe B BHUJE MOBTOPHBIX OPOHXHUTOB, OCJIOXXHEHHBIX IMHEBMOHUSIMHU,
OpOHXO2KTa3aMH, MPU3HAKOB HEJOCTATOYHOCTU (YHKIIUU TMOPKETYIOYHON >KEJIe3bl
(JacThlil KUPHBIM CTYd), CUHAPOM MalibabcopOumu. B 3aBUCMMOCTH OT mpeumylie-
CTBEHHOTO mMopakeHus apixatenbHOM cuctembl uinu KKT, BeIACHSIOT KHILIEUHYIO,
OponxoJierounyro u cMmemanayro (70% ciydaeB) GopMmel. JJuacnocmuxa 3ad0neBaHus
OCHOBaHAa Ha U3MEPEHHUH YPOBHS XJIOPHUIOB B TIOTE, MOJICKYJISIPHO-TEHETUUECKOM aHa-

mu3e (onpenencuue mytanuii B rene CFTR). Jleuenue cumnromatnieckoe.

KoHTpoJibHBbIE BONPOCHI
1.Yt0 03HayaeT TpaHcMeMOpaHHBI TpaHCTOPT?
2. OxapakTepu3yiTe 3THOJIOTHIO U SMTUIAEMHUOJIOTHIO0 MyKOBUCIE034.
3. Kakue kmHAYeCcKHe MpOsIBJIECHUS MyKOBUCLIEI03a BbI 3HaeTe?
4. BXOIUT 11 MyKOBHCIIE/I03 B IPOTPaMMy HEOHATAJILHOI'O CKPUHUHTA?

5. Kak n1uarHocTupyroT MyKOBHUCIIE103?
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TECTOBBIE 3AJIAHUSA

Pemenne maHHBIX TECTOBBIX 3aJaHUN HAIPaBJICHO Ha OCBOEHHE Mpodeccuo-
HanpHBIX kKoMnerenmui I11K-5, TTK-6, T1K-8, TIK-9.

Buvibepume ooun npasuivHwuilti omeem.
1. B MACCOBbBI HEOHATAJIbHBI CKPMHUHI, IPOBOJVMbIN B P,
BKJIFOUEHBI BOJIE3HU, KPOME

1) Tupo3uHemMun

2) (peHUIKETOHYPUU

3) BPOXKJIEHHOTO TUIIOTUPE03a

4) ranakTo3eMuu

5) MyKOBHUCLIHI03a

2. HAUBOJIEE YACTBIM THUIIOM HACJIEJJOBAHUS BOJIE3HEI OBMEHA
BEIIECTB ABJISAETCA

1) ayTOCOMHO-IOMHUHAHTHBIH

2) ayTOCOMHO-PEIECCHBHBIM

3) X-cuemieHHbIH JOMUHAHTHBIN

4) X-cuernieHHbI peleCCUBHBIN

5) MUTOXOHAPHATBHBIH

3. TAJIAKTO3EMUA 1 TUITIA (KIIACCUYECKAS) ObYCJIOBJIEHA JE®EK-

TOM ®EPMEHTA
1) ranaktouepeOpo3uIa3sl
2) ranakto30-1-pocharypununrpachepass
3) raJlakTOKHHA3bI
4) ypuauH-TanakTo-4-3mumepassl

5) B-D- ramakro3umassl

4. BJIEUEHUU "'AJTAKTO3EMUU UCITOJIB3YETCA
1) BocrosiHeHue aedunmra GepMeHTa
2) KOpPEKIIUs BHIBEACHHS MMPOIyKTa
3) orpaHMuYeHUE KOJIMUYECTBA CyOCTpaTa B MHUIIE
4) BocronHeHue AeduinTa Kodakropa

5) BocnosHeHHE AePUIIMTAa KOHEYHOTO MPOIYKTa
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5. KTJIMKOT'EHO3AM HE OTHOCUTCHA
1) 6one3np Mak-Apis
2) 6one3nb ['upke
3) 6omne3np XaHTepa
4) 6one3nab ITomrre
5) 6ose3np Kopu-dopbea

6. MAHUNOECTALMA ®PEHUJIIKETOHYPHI B BO3PACTE
1) 1o mMecsia )Xu3Hu
2) Ha 2—6 MecAIax XU3HU
3) na 12—18 Mecsmax KU3HA
4) Ha 3—4 rogax >XKU3HH

5) mocine 10 neT xu3Hu

7. K KIIMHUKE ®EHWJIKETOHYPUU HE OTHOCUTCA
1) snunenTudeckuii CHHAPOM
2) YMCTBEHHAsI OTCTaNIOCTh
3) kaparoMHuoONaTUs
4) nepmaTuT
5) «MBIIIUHBIIN 3aax

8. ATUIIMYHA S ®EHWIKETOHYPUSA BBI3BAHA JEOUITUTOM
1) Tupo3una
2) ¢penunanaHuHa
3) cBOOOTHOTO KapHUTHHA
4) buoTuHa

5) TerparuapoOronTepruHa

9. TIATOI'HOMMNYHbLIM [TPU3HAKOM THUPO3MHEMMNU 1 TUITA ABJISAETCA
[TOBBIIIEHUE COAEPXKAHMA

1) Tupo3una

2) penmnmupyBaTa
3) CyKIIMHUJIALETOHA
4) announ3oJelIHa

5) aMmMoOHUSs
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10. JIA TUPOSMHEMUNU 2 TUITA XAPAKTEPHO ITIPEMMYIIECTBEHHOE

ITOPAXKEHUE
1) cepauia U MBI KOHEYHOCTEN

2) KOXH | TJ1a3

3) MeYeHu u movyek

4) ITHC u nouex

5) cene3eHKH U KOCTHOTO MO3Ta

11. KOPTAHUYECKUM ALIUAYPUAM OTHOCUTCA
1) nerinrHO3
2) n3oBajepuaHoBas aluypus
3) rOMOIICTUHYPHSI
4) Tupo3uHEMUS

5) beHunkeToHypHUs

12. CIIELU®UYECKUM KJIMHUYECKUM CHUMIITOMOM W30BAJIEPUA-
HOBOI ALIMYPUN SIBJISETCS

1) 3amax «MOTHBIX HOI

2) 3amax «BapeHOU KamycTb»
3) 3amax «MbIIIUHBIN

4) 3amax «kKapamenm»

5) 3amax «pbIObD»

13. K KIMHUYECKWM ITPOSIBJIEHVAM JIEMIIMHO3A HE OTHOCUTCS

1) yruereHue co3HaHus
2) 3amax «Kapameim»
3) CHUI)KEHME allleTUuTa
4) anonenus

5) runepKuHe3bl

14. IATOTHOMUNYHBIM BUOXUMUYECKUM ITPU3HAKOM JIEMLIMHO3A
ABJIAETCA ITOBBIINEHUE COAEPXKAHUA

1) Tupo3una

2) pennnmupyBata

3) CyKIIMHUJIAIlETOHA

4) ajmonsoJiedinHa

5) aMMOHUS
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15. KITACCUYECKAS TOMOIUCTUHYPHA BBISBBAHA TEOUITUTOM
1) muctatnoH-0eTa-CUHTETa3bI
2) ugypoHaT-cyib(aTa3bl
3) ramakTOKUHA3bI
4) ranmakTorepeopo3uaa3bl

5) MetusneHTeTparuApodoIaTpeyKTa3bl

16. ITPU TOMOLUCTHUHYPUU HAPYITAETCA OBMEH AMNHOKHNCJIOTBI

1) BayinHa

2) METHOHMHA
3) ructuuHa
4) tpuntodana

5) neiuHa

17. TATOTHOMWYHBIM BUOXUMHYECKHMM IIPU3HAKOM FBOJIE3HEN
HAPYHIEHNA OBMEHA MOYEBHUHGBI ABJIAETCA ITOBBIIIEHUE COIEP-

KAHUA
1) Tupo3una
2) penmnmupyBata
3) CyKIMHUJIALETOHA
4) aion3onenunHa

5) aMMOHUS

18. MAHU®ECTAIIUSA TJIYTAPOBOU ALIMJTYPUH 1TUITA HE BKJIFOUAET

1) «yHUE)aTUTONOI00HBIE STTU30ABD)
2) MeTa0O0JIMYECKHI aln103

3) IBUraTelbHbIE HAPYIIECHUS

4) KapAMOMHUONIATHIO

5) HapyIlIeHruEe CO3HAHUS

19. XAPAKTEPHA S HEUPOPA IMOJIOI MYECKA I KAPTUHA I'JIYTAPOBOU
AUIAYPUU 1 TUITA BKIIFOYUAET CUMIITOM

1) «kpecta»

2) «IyCcTOM JENbThI»

3) «TOJIOBBI TIAH I

4) «HaIKYIIEHHOTO SI0JI0Ka

5) «ria3 Turpa»
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20. TIPY TJIVTAPOBOI ALIMJIYPUM 1 TUITA HAPYIIAETCS OEBMEH AMMU-
HOKUCJIOTBI

1) ructuauna
2) Tpuntodana
3) BanuHa

4) METHOHWHA

5) Tupo3uHa

21. CTIEHU®UYECKUI 3ATIAX HE BOSHUKAET ITPM BOJIE3HU
1) n3oBasIepuaHOBOM AU TypHUH
2) tupo3uHemuu | Tuna
3) riyTapoBOi auuaypun
4) peHnNIKEeTOHYpUH

5) neitruHO3€

22. TUITI HACJIEAOBAHUA CUHAPOMA JIEITA-HUXEHA
1) ayToCOMHO-peLieCCUBHBIN
2) ayTOCOMHO-JOMUHAHTHBIN
3) X-CleTUICHHBIN pelieCCUBHBIN
4) X-clienJIeHHbIM TOMUHAHTHBIN

5) MUTOXOHAPHATBHBIH

23. K KIIMHUKE CUHAPOMA JIEITIA-HUXEHA HE OTHOCHUTCA
1) yMCTBEHHass OTCTAJIOCTh
2) ayroarpeccusi
3) xopeoareros
4) nopaxkeHue noYeK

5) nepmatur

24. NEOULINT ALITNJI-KOA-ATI"' — BOJIE3Hb OBMEHA
1) KUPHBIX KUCITOT
2) METaJIOB
3) yriieBoioB
4) aMUHOKUCIIOT

5) rOpMOHOB
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25. [P TJIYTAPOBOM ALTUJTYPHU I TUITA JEOULIUT
1) rmyrapun-KoA-neruaporenasbl
2) (pymapunareToaneTaTruapoiasbl
3) rnyrapun-KoA-okcuaasbl
4) ranakrorepeOpo3uaa3bl

5) o-TJIFOKO3U1a3bl

26. [IPUCTYIIOOBPA3HAS BOJIb B XKMUBOTE BO3HUKAET 1P BOJIE3HU
1) ocTpoii mepemeskarolercs mopGupuu
2) 6osie3Hn MeHkeca
3) ramakrozemuu | Thma
4) 6one3Hn XaHTepa
5) agpenoneitkoaucTpohun

27. TUITI HACJIEJIOBAHMS OCTPOI INEPEMEXAOIIEMCS [TOP®UPUU

1) ayTocOMHO-pe1ieCCUBHBIN

2) ayTOCOMHO-JOMUHAHTHBIN

3) X-cuenieHHblid peleCCUBHBIN
4) X-crernjaeHHbIH JOMUHAHTHBIN

5) MUTOXOHAPHATBHBIN

28. TIATOTHOMMYHBIM CHUMIITOMOM OCTPOM ITIEPEMEXAIOILENCS
[TOPOUPUUN ABJIAETCAH

1) u3MeHeHue okpacku Mouu (KpacHasi)
2) NOSIBJICHUE 3aaxa «KamyCcTh»

3) u3MeHeHue OKpacKu MouH (depHas)
4) nosiBNIieHUE 3amaxa «pbIObD)

5) nosiBIIeHNE 3a1axa «Kapamesn»

29. 1JIAI HAPYIIEHM S OBMEHA TTOP®HMPHHOB HE XAPAKTEPHO
1) 60511 B KUBOTE
2) NICUXUYECKUE HAPYIIECHUS
3) nopakeHue KOXKH
4) nonuHeponaTun

5) rmyxoTta
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30. 11 KYIUPOBAHUS IIPUCTYIIA OCTPON IIEPEMEXAIOILENCS
[TOP®MPUN BBOAUTCA

1) nuera ¢ orpaHnvYeHuEM Oeka

2) nueta c OrpaHUYEHUEM KUPOB

3) pacTBOp IIIIOKO3BI

4) pacTBOp abOyMHHA

5) nueTa c orpaHUYEHUEM YTIIEBOOB

31. K KJIMHUWYECKUM ITPOSBJIEHUSIM CEMEWHOM T'MITEPXOJIECTEPO-
JIEM1N OTHOCUTCA

1) arepockiiepos

2) nojarpa

3) peBMatu3m

4) ropMOHaJILHBIE HAPYIIICHUS

5) MuacTeHus

32. KJIIMHUYECKW ®EHOTUIT: KPYTIHBIN IIJIOJ, OTEK JIMIIA, KUCTEN
N CTOII, MAKPOIJIOCCHS, MBIIHEYHASA T'MIIOTOHMA, TTMIIOTEPMUSA

XAPAKTEPEH JJIA1
1) 6onesnu 'ypnepa/llleiie
2) 6one3nu TepHepa
3) 6one3nu [lomme
4) BpOKJIEHHOTO TUIIOTUPEO3a

5) 6one3nu JlayHa

33. YACTOTA BCTPEYAEMOCTH BPOXKEHHOI'O TMIIOTUPEO3A
1) 1:10000
2) 1:5000
3) 1:15000
4) 1:30000
5) 1:100000

34. K KIIMHUYECKUM ®OPMAM AJIPEHOI'EHUTAJIBHOI'O CHUHIPOMA
OTHOCUTCA

1) kuieuHas

2) KapauaiabHas
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3) BUpuiIbHas
4) nepebpanbHas

5) nerounas

35. JUATHOCTUKA AJAPEHOI'EHUTAJIBHOT'O CHUHJIPOMA OCHOBAHA
HA OITPEAEJIEHMM COOEPXXKAHMA

1) TectocTepoHna

2) xojecTepruHa

3) xopTH30JIa

4) 17-ruIpOKCHIIPOrecTepOHa

5) acTpOreHoB

36. HAMBOJIEE YACTOM ITPMYMHON PA3BUTHS AJIPEHOI'EHHUTAJIBHO-
'O CUHAPOMA ABJISAETCA JEOULIUT ®EPMEHTA

1) o-TIroK03ua3b1

2) cpuHrOMUETMHA3HI

3) crepoun-21-ruapoKCHIIA3HI

4) ranakTOKHHA3bI

5) B-rirokonepedpo3uaaspl

37. BOJIE3BHb MEHKECA OTHOCUTCA K HAPYIIEHUAM OBMEHA
1) yrieBonos

2) aMUHOKHCIIOT
3) KUPHBIX KUCIOT
4) MeTallJIoB

5) rOpMOHOB

38. PAZBUTUE BOJIE3HU BHUJIIBCOHA-KOHOBAJIOBA OBYCJIOBJIEHO

HAJIMUYMEM MYTAILII B TEHE
1) ATP7A
2) ATP7B
3) CP
4) HTT
5) HMBS
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39. CTAPILIMM PEEEHOK B CEMBE BOJIEET GM1-TAHTJIMO31JI030M, BE-
POATHOCTbD ITOBTOPHOI'O POXJAEHUA BOJIbBHOI'O PEBEHKA COCTAB-

JISET
1) 0 %
2) 25 %
3) 50 %
4) 75 %
5) 100 %

40. ITP1 BOJIE3HN BNJIbCOHA-KOHOBAJIOBA HAPYIITAETCA OBMEH

1) maraus
2) meaun
3) xene3a
4) muHKa
5) cenena

41. PEHOMEH «PBAHbBIX KPACHbBIX BOJIOKOH» — I[TPM3HAK
1) nu30coMHBIX OOJIe3HEN
2) NEpOKCUCOMHBIX 0OJIE3HEH
3) MUTOXOHJPHAIIBHBIX 00JIe3HEH
4) Gosie3Helt 0OMEHa KUPHBIX KUCITIOT

5) Gone3Hel yriieBogHOTro oOMeHa

42. TIPMMMHOM PA3BUTH CUHJIPOMA KEPHCA-CEUMPA SBJISIETCS
1) xpoMocoMHasi TpaHCIOKaIIUsI
2) TpUILIOuaus
3) Tpucomusa X-XpOMOCOMBI
4) neneuust mtDNA
5) muccenc-myTanusimu B saepuoit JIHK

43. K KIMTHUYECKUM ITPU3HAKAM CHUHJPOMA KEPHCA-CENPA HE OT-
HOCUTCA

1) nurMeHTHast pETUHONATHUS

2) NporpeccUupyronii HapyKHbIN O TaNbMONAPE3

3) G0Kana cepACYHOM MPOBOIUMOCTH

4) xxentyxa

5) HU3KUH pOCT
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44. CUHAPOM MELAS BKJIIOYAET BCE INHEPEUMCJIEHHBIE CUMIITOMBEI,
KPOME

1) rosioBHOM O0IHM

2) mporpeccupyrouiero HapykHoro oraapmomnapesa
3) UHCYIBTONOAOOHBIX MU30/I0B

4) xapAUOMHUOTIATUU

5) nepMatura

45. CUHAPOM MERRF OTHOCHUTCA K
1) 6one3nsamM oOMeHa aMUHOKHCIIOT
2) TM30COMANTBHBIM 0O0JIC3HAM
3) NepOKCUCOMHBIM OOJIE3HSIM
4) Gosie3HsIM 0OMEHA KUPHBIX KUCIIOT

5) MUTOXOHPUATILHBIM OOJIE3HIM

46. B ABBPEBUATYPE MERRF OBO3HAYEHBI CIIEAYIOHIUE CUMIITOMBI
1) MuTOXOHApHUATBHAS SHIIE(PATONATHS U «PBAHbIE KPACHBIE BOJOKHA)
2) MUOKJIOHUYECKAsI SMUJICTICUS U «PBaHbIE KPACHBIC BOJIOKHAY
3) MUTrpeHb, SHIIe(aTONaTHsI U «PBAHBIE KPACHBIE BOJIOKHA
4) MUrpeHb, SNUIETNICUS U «PBAHbIE KPACHBIE BOJIOKHA

5) MUOKJIOHYC, dHIIe(ATONaTHsI U «PBAHBIE KPACHBIE BOJIOKHAY

47. K IIPUBHAKAM MUTOXOHIIPUAJIBHOI'O HACJIEJIOBAHMSI OTHOCUTCA
1) poxxneHue 00JbHOTO peOeHKa Y (PEHOTUTTUUECKHU 3I0POBBIX POJAUTEIICH
2) OonpHOM oTell mepeaaeT 3a00JIeBaHUE BCEM CBOUM JI0UYEPSIM
3) GonpHas MaTh TIepeaacT 3a00JIeBaHUE BCEM CBOMM JCTSIM
4) 6onpHas MaTh TIepeaaeT 3a00JIeBaHNE TIOJIOBUHE CBIHOBEH U jouepeit

5) 6osbHOM OTell epeiaeT 3a00JIeBaHNE BCEM CBOUM CHIHOBBSIM

48. KOJIBIIO KAMBEPA-®JIEMNIIIEPA BOSHUKAET IIPU BOJIE3HU
1) I'ome
2) Humana-IIuxka (C)
3) ®abpu-AHaepceHa
4) Bunbcona-KonoBanoBa

5) I'ypaepa-1lletie
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49. TEH BOJIE3HU BUJIBCOHA PACIIOJIATAETCS HA XPOMOCOME
1) 2
2)7
3) 13
4) 17
5) X

50. TEH BOJIE3HU MEHKECA PACITOJIATAETCSI HA XPOMOCOME
1) 2
2) 10
3) 13
4) 19
5) X

51. CHUHAPOM LEJIBBETEPA OTHOCHUTCA K
1) Gone3HsM oOMeHa aMUHOKHCIIOT
2) TM30COMATBHBIM 0O0JIE3HIM
3) NepOKCUCOMHBIM OOJIE3HIM
4) Gosie3HsIM OOMEHA KUPHBIX KUCIIOT

5) MUTOXOHPUATIEHBIM OOJIE3HIM

52. HAKOITIJIEHUE B OPTAHM3ME ®WTAHOBOM KUCJIOTHI ITPOUCXO-

JUT ITPU BOJIE3HU
1) Mak-Apais
2) Pedcyma
3) LlenbBerepa
4) Jlema-Huxena
5) Illommne

53. TUIT HACJIEJJOBAHUS AZIPEHOJIEUKOINCTPOD®UN
1) ayToCOMHO-peLieCCUBHBIN
2) ayTOCOMHO-A0OMHUHAHTHBIN
3) X-clieTIeHHBIN pelieCCUBHbIN
4) X-clenJIeHHBIM TOMUHAHTHBIN

5) MUTOXOHAPHUATIbHBIN
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54. PUCK POXJEHMA BOJIBHOI'O PEBEHKA Y CYIIPYXKECKOU IIAPHL, B
KOTOPOU MATbB BOJIEET ITOP®UPUEM, A OTEL — 3JIOPOB

1) 0 %

2) 25 %

3) 50 %

4) 75 %

5) 100 %

55. PUCK POXJIEHUS BOJILHOI'O PEBEHKA V POJAUTEJIEM HOCUTEJIEN
MYTAILM B TEHE BOJIE3HU BUJILCOHA

1) 0 %

2) 25 %

3) 50 %

4) 75 %

5) 100 %

56. PUUCK POXIEHUS BOJILHOT'O ChIHA YV )KEHILMHBI-HOCUTEJIBHULIBI
MYTAILMH B TEHE AJIPEHOJIEMKOUCTPO®HI

1) 0 %

2) 25 %

3) 50 %

4) 75 %

5) 100 %

57. K KJIMHUKE AJIPEHOJIEMKOUCTPO®UHN HE OTHOCUTCS
1) mopakenue 6enoro BelecTBa roJIOBHOTO MO3Ta
2) HaJMOYEYHUKOBAs HEJIOCTATOUYHOCTh
3) IBUraTelbHbIE HAPYIIECHUS
4) noBeAieHYECKUE HAPYIICHUSI

5) TUMIONUTMEHTALIHS

58. «MACIJIO JIOPEHILIO» UCITOJIB3YETCA JIA JIEHEHUA
1) anpeHOreHuTaaTbHOr0 CHHAPOMA
2) 6onesnu Pedcyma
3) agpenoneitkoaucTpodun
4) 6one3nu {enpBerepa

5) 6one3nn Kepuca-Ceiipa
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59. TEH AJIPEHOJIEMKOANCTPODUN PACITOJIATAETCS HA XPOMOCOME
1) 2
2) 10
3) 13
4) 19
5) X

60. TIOJIMHENPOIIATHS, IMMI'MEHTHBIII PETUHUT, TI'JIYXOTA, AHOC-
MM, KCEPOJIEPMUSI KOXH, HOPMAJIbHBIM MHTEJUIEKT SIBJISIOTCS
[MTPU3HAKAMMU BOJIE3HUA

1) LlenbBerepa

2) Pedcyma

3) ocTpoit mepemesxaroleics nophupuu

4) Jlema-Huxena

5) agpenoneitkogucTpopun

61. X-PEIIECCHMBHOE HACJIELIOBAHUE HE XAPAKTEPHO JJIAA BOJIE3HA
1) Pedcyma
2) Menkeca
3) XanTepa
4) Jlema-Huxena

5) agpeHoneitkogucTpopun

62. PUCK POXJIEHUS BOJIBHOT'O PEBEHKA Y CYIIPYJKECKO IIAPBI,
TJIE MATh TETEPO3UT'OTHA 10 TEHY ®EHMJIKETOHYPUH, A OTEIL[ —
TOMO3UT'OTA TIO PELIECCUBHOMY TEHY

1) 0 %

2) 25 %

3) 50 %

4) 75 %

5) 100 %

63. UISMEHEHUE TEJIOCJIIOXKXEHUA 110 MAPO®AHOUJIAHOMY THUITY XA-
PAKTEPHO IJIA
1) mykononucaxapunosa VI tuna

2) KJIaCCUYECKOM TaJIaKTO3EMUU
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3) KJ1acCUYEeCKOM TOMOLMCTUHYPUN
4) mykononucaxapuaose I Tuma

5) mykomnonucaxapuaose | Tuma

64. CIIELUUOUYECKHUIM MAPKEP IIPU OCTPOU ITIEPEMEXAIOIIENCS

I[TOPOUPUN — TTOBBIIEHUE B KPOBU
1) cyknMHMIAIETOHA
2) 0 — aMUHOJICBYJTMHOBOM KHUCIOTHI
3) aMMOHMS
4) announ3ojelIHa

5) benunmupyBata

65. TPAHCIUVTAHTAIMA TEMOIIO9TUYECKHUX KJIETOK BO3SMOXHA JIJIA

BOJIE3HU
1) Pedcyma
2) Menkeca
3) Candununmno
4) Jlema-Huxena
5) agpenoneitkogucTpopun

66. «ITEPEKPYUYEHHBIE BOJIOCBI» XAPAKTEPHO /1JI BOJIE3HU
1) Pedcyma
2) Menkeca
3) Bunscona-KonoBasioBa
4) Jlema-Huxena
5) Mak-Apas

67. K JIM3OCOMHBIM BOJIE3HAM HE OTHOCUTCA
1) HelipoHANIbHBIN TIEPOUT-TUITODYCIIUHO3
2) mykononucaxapuao3s 11 Tuna
3) agpenoneiikoaucTpodus
4) mykononucaxapuno3s 11 Tuna

5) mykonoaucaxapuao3 [ Tuna

68. K JIN30OCOMHBIM BOJIE3HAM HE OTHOCUTCA:
1) 6one3up Xantepa

2) 6one3nn Pedpcyma
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3) 6one3nb [Nome
4) 6one3np Pabpu
5) 6omne3nnr Kpaboe

69. K JIN3OCOMHBIM BOJIE3HAM OTHOCATCA
1) HapymieHuss o0OMeHa JKUPHBIX KHUCJIOT
2) TUCIUTIUIEMUN
3) chuHTOUTIHT03bI
4) opraHu4yeckue anuypun

5) aMuHOAIUAOTIATHH

70. K COMHI' OJIMTIMIO3AM HE OTHOCUTCA
1) 6one3np XanTtepa
2) 6one3np Tes-Caxkca
3) 6omne3ns [Nome
4) 6one3np Pabpu
5) 6omne3nnr Kpaboe

71. HAKOITJIEHUE I'AHTJIMO31JIOB ITPOUCXOUT I1PU
1) 6one3znu Xantepa
2) 6onesnu Tes-Caxkca
3) 6one3nu ["ome
4) 6one3nu Pabpu
5) 6one3nu Kpaboe

72. PUCK POXKJIEHUS BOJIBHOTO PEBEHKA YV POJIUTEJIEN — I'ETEPO3U-
TOTHBIX HOCUTEJIEN MYTAIIMU B TEHE BOJIE3HU TES-CAKCA

1) 0 %

2) 25 %

3) 50 %

4) 75 %

5) 100 %

73. BOJIE3Hb TEA-CAKCA OBYCJIOBJIEHA AEOULUTOM GEPMEHTA

1) a-raroKo3uaa3sl
2) cuHrOMHUETNHA3BI

3) ranakrouepeOpo3u1a3sl
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4) rekcaMHUHUAA3bI

5) a-rajzakTo3uaa3bl

74. K KIIMHUYECKUM ITPOABJIIEHUAM BOJIE3HU KPABBE HE OTHOCUTCA
1) nmoBbIlIIeHHAs! BO30YAMMOCTD
2) cnaCTUYECKHI TeTpanape3
3) nepudepudeckuii TeTpamnapes
4) ciemnoTa
5) rmyxoTta

75. IPYI'OE HABBAHUE BOJIE3HU KPABBE
1) MeTaxpoMaTruyeckast JJEUKoIuCTpoPust
2) aapeHonenkoaucTpodus
3) rio6ouIHO-KIeTOYHAs JeHKoAUCTpodUs
4) oBapHOJICHKOAUCTPODUS
5) cynanoduiibHas IeHKOIUCTpODUS

76. BOJIE3Hb KPABBE OBYCJIOBJIEHA JE®UILIMTOM
1) a-raroKo3uaa3sl
2) cuHrOMUETNHA3BI
3) rajnakrouepeOpo3u1a3sl
4) reKCaMUHHU A3l

5) a-ramakTo3uaasbl

77. CHHEHUO®WYHO JJIA BOJIE3H HUMAHHA-TIUKA TUITA C
1) atakcus
2) renarocriuieHOMeranus
3) BepTHUKaJIbHBIN Mape3 B3opa
4) nuzaptpus

5) nucToHuUs

78. BOJIE3Hb HUMAHHA-TIMKA TUITA C OBYCJIOBJIEHA
1) Hapy1ieHueM JIM30COMHOTO TPAHCIIOPTA XOJIECTEPUHA
2) nucnunuaeMuen
3) nedekroM (pepMeHTa CHUHTOMUETHHAZBI
4) HapylieHrneM oOMeHa Meu

5) HapyIleHHEM PaCIIEIUICHUS TJIMKOTeHa
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79. 1JIA JJEHEHU A BOJIE3HM HUMAHHA-IIUKA TUIIA C
1) nuera c orpaHUYEHUEM OEIKOB
2) cyOcTpaT-peAyuupyroias Tepanus
3) dbepMeHT3aMecTUTENbHAS TepaTHsl
4) TpaHCIIaHTAIUS TEMOIIOATHYECKUX KIIETOK

5) renoTepanus

80. BOJIE3Hb HUMAHA-IINKA TUITA C BO3HUKAET BCIIEJCTBUE MYVY-
TALIMI B TEHAX NPC1 11 NPC2, IOKAJIM30BAHHBIX HA XPOMOCOMAX:

H12u16
2) 141 18
3)11ul6
4) 18 1 20
5)17 u 22

81. K KIIMHUYECKUM CUMIITOMAM BOJIE3HU ®ABP1 HE OTHOCUTCA

1) Heliponatuueckasi 606
2) NOpaKeHHE MOYEK

3) kaparoMHuoONaTUs

4) xxenryxa

5) NIOMyTHEHHUE POTOBUIIBI

82. CIIEHUOHNYECKHUM KOXHbBIM ITPOABJIEHUEM BOJIE3HU ®ALPU fB-
JIOTCA

1) aHTHOKEPATOMBI

2) KOJbLICBUIHAS dpUTEMa
3) aHrnoPpuOPOMBI

4) manuIoMbl

5) nsaTHA Ko(deiHoro uBeTa

83. ®EPMEHT3AMECTUTEJIbBHAA TEPAIIMA HE WCIIOJIB3YETCA IIPU

BOJIE3HU
1) Xantepa
2) ITommie
3) l'omie
4) ®adbpud4

5) KpabG6e
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84. HAUBOJIEE HACTO BCTPEYHAETCA BOJIE3HB I'OILE TUITA
1)1
2) 2
3)3
4) o TaTEMOTUICTHUSCKHIA

5) nepuHaTAIbHBIN

85. BOJIE3Hb I'OILIE OBYCJIOBJIEHA JE®UIIMTOM ®EPMEHTA
1) rrokorepedbpo3uaazbl
2) chuHTOMUETUHABHI
3) ranakronepeOpo3naa3bl
4) reKCaMUHHU A3l

5) rajgakTo3uaasbl

86. K KIIMHUKE BOJIE3HU I'OIE I TUITA HE OTHOCHUTCA
1) «KOCTHBIE» KpPHU3bI
2) remnarocruieHOMeranus
3) anemus
4) KOTHUTHBHbBIC HAPYIICHUS

5) MaToIOTHYECKUE MEPETOMBI

87. TEH BOJIE3HU T'OILIE JIOKAJIM30BAH HA XPOMOCOME
1)1
2) 7
3) 13
4) 19
5) X

88. K MYKOIIOJIMCAXAPUIO3AM HE OTHOCUTCSA BOJIE3Hb
1) Xanrtepa
2) Kpab66e
3) I'ypaep
4) Mopkuo
5) Cnas
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89. 110 X-PELIECCUBHOMY THUITY HACJIIEAYETCA
1) mykononucaxapuao3 I Tuna
2) mykonosincaxapuio3 11 Tumna
3) mykononucaxapuao3 Il Tuma
4) mykomnonucaxapuao3 IV tumna

5) mykomnonucaxapuao3 VI tuma

90. K KIIMHNYECKWM ITPOABJIEHUAM MYKOITIOJIMCAXAPUI030B OT-
HOCUTCA BCE, KPOME

1) rpyOble 4epThl Jula

2) TYyTOMOABUXHOCTh CYCTaBOB

3) ’kenTyxa

4) renaToCIICHOMET NS

5) rpboKH

91. BBIPAXKEHHBIE CKEJIETHBIE JIEGOPMAIIMM W HU3KUI POCT XA-
PAKTEPHBI JIUISI MYKOIIOJIMCAXAPHUIO3A TUIIA

1)1

2) 1l

3) I

4 IV

5) VII

92. UHTEJUTEKT COXPAHEH ITPY MYKOIIOJIMCAXAPUIO3E THUITIA
1)1
2) 1l
3) I
4 IV
5) VII

93.®EPMEHT3AMECTUTEJILHAS TEPATIVSI HE PA3PABOTAHA JUISI M-
KOTIOJIMCAXAPHJIO3A THUIIA

1) |

2) 1l

3) I

N

5) VI
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94. 1A JUATHOCTUKHN MYKOIIOJINMCAXAPNJIO30B HE HY>KHO
1) onpeneneHne aKTUBHOCTU COOTBETCTBYIOLIETO (hepMEHTA
2) onpezenieHue OOIIETO COAEP KAHUSI ITUKO3aMUHOIJIMKAHOB B MOU€
3) KapUOTUIIUPOBAHUE

4) IHK-auaraoctuka
5) ompezeneHue coaepkanus Gpakiui MIMKO3aMUHOTJIMKAHOB B MOYE

95. MYKOITIOJIMCAXAPNA03 I TUITIA OBbYCJIOBJIEH JEOHUIIUTOM DEP-

MEHTA
1) unypoHnat-cynbdarassl
2) apuicynbgarassl B
3) a-L-uxypoHuaazbl
4) anb(a-ranaxkTo3uaazbl

5) rrokorepedpo3uaa3bl

96. MYKOIIOJIMCAXAPUIO3 VI TUITA HACJIEAYETCA 110
1) ayToCOMHOMY TOMUHAHTHOMY THUITY
2) ayTOCOMHOMY PELIECCUBHOMY THUITY
3) X-cuenjaeHHOMY TOMUHAHTHOMY THUITY
4) X-CUenjaeHHOMY PeleCCUBHOMY THITY

5) MUTOXOHAPUATBHOMY THITY

97.TEH MYKOBUCHUO3A KOJAUPYET
1) peHnnaHUHTUIPOKCUTIAZY
2) 21-ruapokcunasy
3) oKkcu1a3y TOMOT€HTE3MHOBOM KHUCJIOTHI
4) TpaHcMeMOpaHHBIN PEryJSTOP MPOBOIUMOCTH

5) chuHrommenuHaszy

98. I KIIMHUKU MYKOBUCIHMIO3A XAPAKTEPHO
1) MouekaMeHHas 00Jie3Hb U CUHOBHUTHI
2) nopa)eHHue CyCTaBOB U MOJBBIBUX XPYCTaIUKa
3) NOTEMHEHUE YIIHBIX PAKOBUH U KaTapakTa
4) MOBTOPHBIC OPOHXUTHI U AHAPES

5) HU3KUH POCT U YKOPOUYEHHE KOHEUHOCTEN
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99. YACTOTA BCTPEYUAEMOCTHA MYKOBUCLIMJIO3A
1) 1:24000
2) 1:8000
3) 1:16000
4) 1:30000
5) 1:100000

100. MYKOBUCIIIO3 OBYCJIOBJIEH HAPYILIEHWUEM TPAHCMEMbPAH-
HOTI'O TPAHCIIOPTA

1) kanus
2) Menu
3) xJopa
4) marHus

5) xenesa
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CUTYALMUOHHBIE 3AJTAYHA

Pemenne maHHBIX CUTYallMOHHBIX 3a/1ad HANPaBJICHO HA OCBOCHHE MPOdeccu-
oHaibpHEIX kKommeTenui IK-5, ITK-6, IIK-8, ITK-9.

3agaya Ne 1. Ha npueme y reHetuka ceMbs ¢ 7-MecssuHbIM pebeHkoM. Poau-
TEJU JIEBOYKHU >KAITYIOTCA Ha 3aJ€P’KKY pa3BUTHA JOYEPH, YACTbIE MPUCTYIBI C IOTE-
pell co3HaHus U cynoporamu. JleBouka poAwsiach B CPOK, OEPEMEHHOCTh MPOTEKaa
0e3 ocnoxHeHu. B pognome ponurenu oTkazaiuch OT MPOBEACHUS HEOHATAIBLHOTO
CKpuHHMHTra. B Bo3pacte 4 mecsieB Hauaiau 3aMedaTh 33J€pKKy MOTOPHOIO pa3BUTHUS
no4yepu, ee OEClOKOIHOEe MOBEAEHHE, Yepe3 MECsll MOSBWINCH MPUCTYIBI B BHUAE
«KUBKOBY», a TaKXKe C MoTeped co3HaHus u cygoporamu. Crapmuii OpaT J1€BOYKH 8
neT — 310poB. CiayyaeB mooO0HOro 3a00sieBaHUs CPeAU APYTHX POACTBEHHUKOB HE
ObLU10. PostuTenu neBoUKH 310pOBbI, UX Opak — HepoACTBeHHbIN. [Ipu uccnenoBanuu
J€BOYKHU OTMEYAETCS MUKpOIe(ains, yUaCTKHA 3K3€MaTO3HOIO MOPAKEHUS KOKH PYK
U HOT, «MBIILIMHBII» 3amax oT Tena pedeHka. [Ipu HeBpoIOornueckoM 0CMOTpE BBISIB-
JS€TCS TOBBIIICHHE MBIIIEYHOIO TOHYCa B KOHEUHOCTSX, CYXOXKWJIbHAs THIeppe-
(drexcus, 3a1epKKa MOTOPHOTO PA3BUTHA.

1. Kakoe 3a0oeBaHne MOKHO 3aIl003PUTh y MAIMEHTKH?

2. Kakue MeToapl MccieloBaHUSI MOKHO MCIIONb30BaTh JJISl MOJITBEPKICHUS
narsosa’?

3. Hedumnurom kakoro ¢pepMeHTa BEI3BaHa OOJIE3HB?

4. Ha xakoii XpoMOCOME JIOKaIM30BaH I'eH 3a00J1eBaHUs?

5. Kaxkoit npunIun eyeHus 600Je3HU UCTIOIB3YETCS?

3agaua Ne 2. Ha koHCynbTalMiO K TeHETUKY oOpaTuiics roHoma 17 ner ¢ xa-
nobaMu Ha HapylleHue 3peHus. B aHamHe3e y maieHTa MOBTOPHBIE CIIy4au BEHO3-
HBIX TPOMOO30B, Oomepalus MO MOBOJY 3KTONMHM XpycTajluka. Ponurenu nanueHTa
3I0POBBI, TPOUCXOJIAT POJIOM U3 OJTHOTO HEOOJIBIIOTO cela, cecTpa u OpaT 00JIHLHOTO
3n0poBel. [Ipu ocmotpe: poct 180 cm, Bec 60 Kr, KOKHbIE TOKPOBBI YUCThIC, OJe/-
HbIE, Ha IIEKaX SAPKUN pymsiHell. J[omnxocTeHOMenus, apaxHONaK TN, KUJICBHUTHAS
nedopmarus TPyIHON KIETKU, CKOJIMO03 TTO3BOHOYHUKA. VIHTEIIIEKT CHUXKEH.

1. Kaxoil npeaBapuTenbHbIid JUArHO3 BbI IOCTaBUTE?

2. UTO J€XHUT B OCHOBE 0OJIE3HU?

3. I'me nokannm3oBaH MyTaHTHBIN T'€H 3a00JIeBaHUsA?
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4. Kaxoii pepMeHT KOUpyeT AaHHBII reH?

5. KakoBa BeposiTHOCTh IOBTOPHOTO POXKJICHUS peOCHKa B ceMbe?

3amaya Ne 3. K re”HeTuky oOpaTHIMCh POJAUTENH 2-JIETHEH ACBOYKU C YKaJIO-
O0amu Ha OTCTaBaHUE B (PU3UUYECKOM M IICHXOMOTOPHOM Pa3BUTHH JOYKH, UCKPUBIIC-
HUE TO3BOHOYHUKA, YBEIIMUCHHUE PAa3MEPOB KUBOTA, HAIMUUE MYMOYHOU U OeIpeH-
HBIX TPbDK, CHUXKEHUE 3pEHMs, cliyxa. Ponurenu A€BOYKU 310POBBI, COCTOSIT B He-
poacTBeHHOM Opake. [Ipu ocMoTpe BBISIBICHO: «TpyObIe YEpThI JUIAa», TOMyTHEHHE
POTOBHIIBI ¢ 00€MX CTOPOH, CMEIIaHHAs TYroyXOCTh, OIPAaHMYECHHE TMOJIBHKHOCTH
KOJICHHBIX, TOJICHOCTOIHBIX, JIOKTEBBIX, JIy4E€3aIlSICTHBIX CYCTaBOB, JIOMOAIbHBII
k103, renarociieHoMerainus, MmyrnoyHas 1 OelpeHHbIe TphDKU. ['pybas 3amepikka
MICUXOPEYEBOTO PA3BUTHS.

1. Kakoii npeaBapuTeNbHBINA TUarHO3 Bbl IOCTaBUTE?

2. Kakue MeTo/pl HCClIeIOBaHUs UCIIOIB3YIOT IS TIOATBEPKICHUS JUArHo3a?

3. Hedunmrom kakoro ¢pepmeHTa 00ycioBiaecHa 00Ie3Hb?

4. I'ie noKaau30BaH MyTaHTHBIN T'eH?

5. Kakoil npuHIun jge4eHus Bbl MPEIJIOKUTE?

3apaua Ne 4. Ha koHCYNbTallMIO K TEHETUKY HaIpaBiieH MayibuuK 11 jet ¢ xa-
n00amMu Ha OOJIM KTY4YEero Xxapakrepa B KUCTSIX U CTONaX, MepUoAnYecKre 00IH B KH-
BOTE, TUIOXYIO IEPEHOCUMOCTD Kapbl, X010/, puznyeckux Harpy3ok. Co cJlIoB mate-
pU MaJIbUMKA, ¥ €€ OTIa — JeJa MaJIbuhKa, KOTOPbIA ymMep B Bo3pacte 43 jer oT
XPOHUYECKOHN MOYEeYHON HEJOCTaTOYHOCTH, TaKKe B JETCKOM BO3pacTe ObLIM O0JIH B
pykax u Horax. [Ipm ocMoTpe: acTeHH4YeCKO€e TEIOCIOKEHNE, HA KOXKE OKOJIO MyIKa U
OOKOBBIX TNOBEPXHOCTEH Oenep Menkue 0e300JI€3HEHHBIE BBICHIIIAHUS CHUHEBATOIO
LIBETA, 4UyTh BO3BBILIAIOIIMECS HAJ KOXKEH, KOXKa CyXoBaTa Ha oulynb. B HeBposoru-
YECKOM CTaTyce JBUTaTEIbHBIX, KOOPAMHATOPHBIX, YYBCTBUTEIbHBIX HAPYIICHUI HE
BbIsIBJICHO. OOIIEKIMHNYSCKUH 1 OMOXUMHUYCCKUI aHAIM3bl KpOBH 03 H3MCHEHUH, B
aHaJIM3€ MOYHM BBISIBJICHA MUKPOAIbOYMUHYPHSL.

1. Kakoil npeaBapuTenbHbIA JUArHO3 Bbl IOCTABUTE?

2. UTO J1€XUT B OCHOBE 00JIE3HU?

3. dedunnrom kakoro ¢pepmeHTa BbI3BaHO 3a00JIeBaHUE?

4. I'ie ToKanM30BaH MyTaHTHbBIN TeH?

5. KakoB puCK MOBTOPHOTO POKIAEHUS OOJILHOTO peOeHKa B ceMbe?
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3agaua Ne 5. JleBymika 18 net xanyercs Ha 4yBCTBO TSXKECTU B MPABOM IOJI-
pebepbe, HEUETKOCTh PeUH, CIIFOHOTEUEHHUE, JPOXKAHUE PYK U TOJIOBBI. 3aboiiena oKo-
7o roga Hazan. M3 cemelHOro aHaMHe3a W3BECTHO, YTO CTapluiui Opatr mpobaHaa
yMep B Bo3pacTe 16 jeT oT «kakoro-to 3aboisieBaHus nedeHu». [Ipu ocMoTpe nanu-
€HTKH BBISBJICHO: KOXXHBIC TTOKPOBBI OJICTHOBATHIC, IO KPAlO PaTy>KKH OMPEIeIIIeTCs
KOJIBIIO 3€JIEHOBATO-OypOro IBETa, KUBOT HECKOJbKO YBEIUYEH B pa3Mmepe, MeueHb
+2 cMm u3-noj Kpas pedepHoi ayru. [uzapTpus, runepcanvBaius, KpynHopa3Malin-
CTBI TPEMOP BBITAHYTHIX MAJBIEB PYK, TPEMOP TOJIOBBI MO TUILY «HET-HET», MbI-
IIEYHBI TOHYC B KOHEYHOCTSIX CHIDKEH. B 00miemM aHanu3e KpoBU ONpENeNseTcs
JIETKasl aHEMHSI, TPOMOOIIMTOIICHUS, B OMOXUMHUYECKOM aHAJIN3€ KPOBU: THIIOMPOTEH-
HeMus, TUnepPepMeHTeMHs], CHIDKEHHE LIePYJIOTUIa3MHUHA.

1. Kakoii nmpeaBapuTeIbHbIA JUATHO3 BbI TOCTaBUTE?

2. UTo J1eXUT B OCHOBE 0OJIe3HU?

3. Kakne MeTonpl MCClIeNoOBaHUS BBl MPEIJIOKUTE IS MOATBEPIKIACHUS THa-
rHO3a?

4, I'e nokaan30BaH MyTaHTHBIN I'eH?

5. Kakoit meTos jieueHust BbI IPEIIOKUTE?

3amaya Ne 6. K reHetuky oOpaTriIMCh POJUTENN 8-JI€THETO0 MaJIbYMKa C Kajo-
0aMu Ha HapylUIEHUE TOBEJICHUE ChIHA: MOSBUJINCH CTPAHHOCTH (MOT BCTaTh CPEaU
ypoKa U HavaTh XOJUTh MO KJIacCy, OECIIPUYUHHBIA CMEX, «TEPSIICS» B IIKOJE, T.K.
HE MOT HalTW CBOW KaOWHET), CHUKEHHE YCIIEBAEMOCTH B IIKOJe. J[aHHbIE CUMIITO-
MBI TIOSIBUJIMCH 6 MECSIIEB Ha3aj, 0 3TOr0 BPEMEHH kajiod Ha 3J0pOBhE MallbuhKa
He ObLT10. M3 ceMmeitHOro anaMmHe3a M3BECTHO, YTO POJHOM OpaTr MaTtepu ymep B BO3-
pacte 15 net oT «3HUEedaIuTa», a pOJAHON IJIEMSIHHUK MaTepH (CbIH €€ cecTphl) 00-
JIEeT C MJIAJIIIETO MIKOJIBHOTO BO3PACTa: HAPYILICHUE MaMATH, PEYH, TJIOTAHUA, NPU-
KOBaH K MHBaIugHOMY Kpeciy. [Ipu ocMoTpe mpoOaHa BBISIBICHO: YYaCTKU TUIIEP-
MMUTMEHTAIIUN KOXKHM B ITOAMBIIICYHBIX M MaXOBBIX 00JACTAX; THIIEpCaIUBaIIMs, Occ-
MPUYUHHBIA CMEX, CHJIa B KOHEUHOCTSX JIOCTATOYHAS, CYXOXUIbHBIC PehIEKCHI TO-
BBIIIIEHBI ¢ 00€UX CTOPOH, €CTh MATOJOTMUYECKHUE CTOMHBIC 3HAKH, MTaMsITh, BHUMaHUE
CHIDKEHbI. Ha Mp-CHUMKax roJ0BHOTO MO3ra MOBBIIIEHUE CUTHajIa 0eJIoro BellecTBa
3aThUIOYHBIX U TEMEHHBIX JI0JIEH OOJIBIITNX MOJIyIIapuil.

1. Kakoii npeaBapuTeNbHbIA TUAarHO3 Bbl IOCTAaBUTE?

2. UTo 1eXHUT B OCHOBE 0OJIe3HH?

3. Kakoii MeTo TMarHOCTUKHU BbI TIPEAJIOKUTE?
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4. I'ie noKanmM30BaH MyTaHTHBIN TeH?

5. UTo BBI IpesIOKUTE JJIsI JIeueHUs 00Ie3HU?

3amaya Ne 7. 3-meTHUI MaJIbUMK 4acTO OOJIEET JIETOYHBIMH 3a00JIEBAHUSIMU.
IIpu ocmoTpe Manmpuuka BbISIBIEHO: pocT 87 cm, Bec 11 kr, temmeparypa Teina
36,7°C. KoxHple TTOKPOBBI YHCTHIE, BIKHBIC. B HIDKHUX OTHIenax JITKUX Ha (oHE
0CJIa0JIGHHOTO JIbIXaHMS BBICIYIIIMBAIOTCS CyXue Xpurnbl. YacTroTa nbixanus 23 B MH-
HyTY. JKHBOT HECKOJILKO B3AYT, MPH Majblanuu 0e30oe3HeHHbIi. Ponurenu pedeH-
Ka OTMEUaIOT, YTO Y MaJb4MKa YacCThIi, CBETJIbIA CTYJI, C MOBBIIICHHBIM COAEPKaHU-
eM xupa. ['paHuLIbl NeYeHn yBeau4YeHbl Ha 1,5 cM.

1. Kakoit nmpeaBapuTenbHbI JUArHO3 BbI IOCTaBUTE?

2. Uto nexut B ocHOBe 00JIe3HU?

3. Kakoit MmeTo TMarHOCTUKHU BBl TIPEAJIOKNTE?

4. I'ie noKaanM30BaH MyTaHTHBIN TeH?

5. Uto BBI IpeIoKUATE ISl JIeYeHUs1 00JIe3Hn?

3apaua Ne 8. V nmanuenra 28 jet nmosiBuiach 00J1b B )KUBOTE, C MOJO3PEHUEM
Ha «OCTPBI» KUBOT OBLI TOCMUTAIU3UPOBAH B XUPYPrUUECKOE OT/eNIeHne OOJIbHU-
1pl. 13 aHaMHe3a BBIICHUIIOCH, YTO MOJ00HBIE OOJU B )KMBOTE BO3HUKAIIA U PAHBIIIE.
JIBe Henenu Ha3a[ NPUHUMAT KypC aHTUOMOTUKOTEPAIIUU MOCJE «IPOCTYIHOI0» 3a-
OooneBanud. Ha cienyromuii mociae rocnuTanu3alyy AeHb NAMEeHT Havall *KaloBaTh-
csi Ha 00JM B pyKax U HOrax, cliabOCTh B HUX, 3aTPyJHEHUE TJIOTAHUS, NU3MECHECHUE
3BYYHOCTH rosoca. M3 ceMeMHOro anaMHe3a U3BECTHO, YTO MaTh MALMEHTa C MOJIO-
JIOCTH >KaJIOBajiaCh Ha YacThie 0OJIM B KUBOTE, HECKOJIBKO pa3 OblLIa TOCIUTATIU3UPO-
BaHa C MOJO3PEHUEM Ha OCTPYIO XUPYPrUUECKYIO MaTOJOTHI0, KOTOpasl HE MOATBEP-
*nanack. [Ipu ocMoTpe npobaHa: KOXKHbIE MOKPOBBI OOBIYHOTO I[BETA, YACTOTA JIbI-
xanus 26 B munyty, YCC — 115 B munyty. Jduchonus, nucdarus, quzaptpus. Cumia
B KOHEYHOCTSIX CHIDKEHA J10 3 0aJjioB, MBIIIICYHBIA TOHYC U CYXOXKUJIbHBIE peieKch
CHIKEHBI. [ Mnecre3usi MOBEPXHOCTHON YyBCTBUTEIBLHOCTH IO MOJIUHEBPUTHUECKOMY
tumy. [TonoXKuTeNbHbIE CUMITOMBI HATSKEHUS MEPpUPEPUISCKUX HEPBHBIX CTBOJIOB.
Moua nanueHnTa npu CTOSIHUM NpuoOpeTaeT KpacHbIN IBET.

1. Kakoii npeaBapuTeNbHbIA TUarHO3 Bbl IOCTaBUTE?

2. UTo BBI IPEIJIOKUTE JJIS IOATBEPKICHUS TUarHo3a?

3. UTo JIEKUT B OCHOBE 00OJIE3HU?
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4. I'ie nToKanM30BaH MyTaHTHbBIN TeH?

5. Kakoii T HaciienoBaHus JaHHOU O0Jie3HU?

3agaya Ne 9. V HOBOpPOXXJIEHHOW /1€BOYKH HA YETBEPTOM HENEIM >KM3HH IIO-
ABUJIACH BSJIOCTh, PA3BUBAETCS MMOBTOPHAs PBOTA, AMApes, a 3aTeM — Xeiuryxa. Po-
JUTENN IEBOYKH COOOIIMIIN, UTO U Y UX MEPBOro peOCHKA (ChIHA), YMEPILIETO BCKOPE
MocJie poXKJIeHUs, ObUTH TOJ00HBIE CUMITOMBI. [Ip OCMOTpE BBISBICHO: COCTOSTHHE
JIEBOYKH TSDKEIIOE, COMOP, KOKHBIE IIOKPOBBI U CIIM3UCTBIE XKEJITOBATOTO LIBETA, MOA-
KO>KHBIE IETEXUAJIbHbIE KPOBOU3IUSHHUSA, OT Tesla peOEHKAa UCXOAMT 3aIax «BapeHOH
KamycTb». JKMBOT YBEJIMYEH B pa3Mepe, neueHb + 4 ¢M u3-1oJl Kpast peOepHOM TyTH.
[lo nmaHHBIM yJIBTPA3BYKOBOTO HCCIEAOBAHUS MOMHUMO TI€NaTOMETAIMU BbIABICHA
CBOOO/IHAs KUJKOCTh B OPIOLIHOM NOJIOCTH. B OMOXMMHUYECKOM aHAlIW3€ KPOBU — I'-
HOTJIMKEMUS], TUIIONPOTEUHEMHUS (B TOM 4HCIIe U TUIIOGUOpUHOTreHeMus ), Tunepdep-
MEHTEMUS.

1. Kakoil npeaBapuTenbHbId JUArHO3 Bbl IOCTABUTE?

2. YTo BBI IPEJIOKHUTE JUISI TOATBEPKACHUS AUArHO3a?

3. Uro siBisieTcs MaTOTHOMUYHBIM MTPU3HAKOM O0JIe3HH?

4, I'e noxaanu30BaH MyTaHTHBIN T'eH?

5. Kakue IIPUHIUIIBI JICUCHUS BbI HpeI[HO}KI/ITe?

3apaua Ne 10. K renetuky oOpaTUINCh POAUTENN 7-TI€THEN EBOYKHU C KaJO-
0amu Ha OTCTaBaHHE B POCTE JOYKH, OTPAHUUCHUE MTOABMKHOCTH KPYITHBIX U MEJTKHX
CYCTaBOB, HaJMUWE MyMIOYHOW TPBIXKH, CHIDKEHUE 3peHus, ciayxa. Ponurenn neBovYKu
3JI0pPOBBI, POJOM M3 OJHOro HeOousblioro cena. [Ipu ocMoTpe I€BOUYKM BBISBICHBI
HUBKUN POCT, OTpaHUYEHUE TMOABUKHOCTU KOJICHHBIX, TOJICHOCTONHBIX, JIOKTEBBIX,
Jy4e3arsiCTHBIX CYCTaBOB, a TAaKKe€ MEK(aaHTOBBIX CYCTAaBOB, «IPyObI€ YEPThD) JIU-
11a, THPCYTHU3M, TIOMyTHEHHE POTOBHUIIBI C 00X CTOPOH, CMEIIaHHas TYyrOyXOCTh
JIETKOW CTETIEHH, MYTIOYHas rpblka. IHTEIUIEKT COXpaHEH.

1. Kakoii npeaBapuTeNbHbIA TUAarHO3 Bbl IOCTAaBUTE?

2. YUTo BBI IPEIIJIOKUATE TSI TIOATBEPKICHUS TUarHo3a?

3. Hedunmrom kakoro ¢pepmeHTa 00ycioBiIeHO 3aboaeBanme?

4. T'ne moxamu30BaH MyTaHTHBIN TeH?

5. Kako#t npuHIMN JIeyeHus: BbI NPEI0KUTE?
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ITAJIOHbI OTBETOB
HA TECTOBBIE 3AJJIAHUA U CUTYALIMOHHBIE 3AJTAYHA

ITAJIOHbI OTBETOB HA TeCTOBBIE 32 JaAHUSI

Ne pompoca |1 |2 |3 |4 |5 |6 |7 |8 |9 |10
OTtBer 1 12 |2 |3 |3 |2 |3 |5 |3 |2
Ne ompoca |11 |12 |13 |14 |15 |16 |17 |18 |19 |20
OTtBeT 2 |1 (4 |4 |1 |2 |5 |4 |4 |2
Ne Bompoca |21 |22 |23 |24 |25 |26 |27 |28 |29 |30
OtBeT 3 |3 |5 |1 (1 (1 (2 |1 |5 |3
Ne gonpoca |31 |32 |33 |34 |35 |36 |37 |38 |39 |40
OtBeT 1 /4 |2 |3 |4 |3 |4 |2 |2 |2
Ne Bompoca |41 |42 |43 |44 |45 |46 |47 |48 |49 |50
OtBeT 3 |4 (4 |5 |5 (2 |3 |4 |3 |5
Ne Bompoca |51 |52 |53 |54 |55 |56 |57 |58 |59 |60
OTtBet 3 |2 (3 |3 |2 |3 |5 |3 |5 |2
Ne Bompoca |61 |62 |63 |64 |65 |66 |67 |68 |69 |70
OtBeT 1 |3 |3 |2 |5 |2 |3 |2 |3 |1
Ne gompoca |71 |72 |73 |74 |75 |76 |77 |78 |79 |80
OTtBet 2 |2 (4 |3 |3 |3 |3 |1 |2 |2
Ne Bompoca |81 |82 |83 |84 (85 |86 |87 [88 |89 |90
OTtBeT 4 |1 |5 (41|11 |4 (1 (2 |2 |3
Ne Bompoca |91 |92 |93 |94 |95 |96 |97 |98 |99 | 100
OTtBet 4 14 |3 |3 |3 |2 (4 (4 |2 |3

ITaJIOHbl OTBETOB Ha CUTyallMOHHbIC 3a/1a49H

3agaua Ne 1.

1. IlpenBaputenbHbIi 1UarHo3: GEHUIKETOHYPHS.

2. J15ig MOATBEPKIEHUS IMAarHO3a UCTIONIb3YIOTCS OMOXUMHUYECKHUI U MOJIEKY-
JSIPHO-T€HETUYECKUI METO/IBI.

3. bone3ns BrI3BaHA neUUTOM (heHUTTATAaHUHTUIPOKCUITA3BI.

4. I'eH nokan30BaH Ha 12 xpomocome.

5. Ucnonp3yeTcst npuHIMI OTpaHUYEHHSI OCTYIIEHHs CyOCTparTa ¢ MUIIEH.
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3agaua Ne 2.

1. IlpenBaputenbHblid AMATHO3: TOMOLIUCTUHYPUSI.

2. B ocHOBe 00J1€3HHU JIEKUT T€HHAsl MyTallUs.

3. MyTaHTHBIH I'eH JTOKaJIn30BaH Ha 21 XxpoMocoMme.

4. I'en kogupyeT PepMEHT IIUCTATUOHUH-0ETa-CUHTETA3y.

5. Beposataocts = 25%.

3agaua Ne 3.

1. IIpenBaputenbHbli quartos3: cuaapoM ['yprepa.

2. J15ig MOATBEPKIEHUS IMArHO3a UCTIONB3YIOTCS OMOXUMUYECKUI U MOJIEKY-
JSPHO-T€HETUYECKUI METO/IBI.

3. bonesns o0ycnosnena aedumurom dpepmenta o-L-uxyponumassi.

4. MyTaHTHBIH I'eH JIOKaIU30BaH Ha 4 XpoMOCcOMe.

5. Ucnonwiyetcst mpuHIUI epMEHT-3aMECTUTEITHLHOM TepaIiuu.

3amaya Ne 4.

1. IIpenBaputenbHbIil 1Maruo3: 6ose3Hs Gadpu.

2. B ocHOBe 00J1e3HU JICKUT TeHHAsI MyTalIUA.

3. bone3Hp BhI3BaHa 1€(PULIIUTOM O-TaJIaKTO3UIA3bI.
4. T'en nokanm3oBaH Ha X XPOMOCOME.

5. Puck s manpuukoB 50%, miist nesouek 0%.

3amaya Ne S.

1. ITpenBaputenbHbIil 1Maruo3: 6ose3Hs Bunscona-KonoBanosa.

2. B ocHOBe 00J1e3HU JICKUT TeHHAsI MYyTalIUS.

3. Iy MOATBEP:KIEHUS AMArHO3a UCTIONB3YIOTCS OMOXUMUYECKUI U MOJIEKY-
JSPHO-TEHETUYECKUI METO/IBI.

4. I'en nokann3oBaH Ha 13 xpomocome.

5. Metop nedeHust — MnpueM KOMILIEKCOO0pa3oBaTeel ¢ MeIbI0 — KYIPEHUIL.

3agaua Ne 6.

1. IIpenBapuTENbHBIN TUATHO3: aPEHOIECHKOAUCTPODHUS.

2. B ocHOBe 00J1€3HU JIGKUT TCHHAS MYTaIlHsl.

3. [Inst moaTBEpKACHUS TUArHO3a UCTIOJIB3YIOTCSI OMOXUMUYECKUM U MOJICKY-
JIAPHO-TEHETUYECKU METO/BI.

4. T'eH pacnosoxkeH Ha X XpOMOCOME.
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5. I[HH JIedeHus 00JIC3HU MOXKHO MMPCIONKUTb TPAHCIUIAHTAIUIO I'CMOIIOTHYC-

CKHX KIJICTOK.

3amaya Ne 7.

1. ITpenBapUTENbHBINA TUATHO3: MYKOBHCLIEI03.

2. B ocHOBe 00JI€3HU JIGKUT TCHHAS MYTaIlHsl.

3. 71 mOATBEPKIEHUS IMArHO3a UCTIONB3YIOTCS OMOXUMHUYECKHUI U MOJIEKY-
JSIPHO-TEHETUYECKHUI METO/IBI.

4, I'eH JTIOKaJIN30BaH Ha 7 XpOMOCOME.

5. [Ins neyenus 0OJIE3HU MCTIOIB3YETCS CUMIITOMATUYECKAs TEPAITHSL.

3amaya Ne 8.

1. [IpenBapuTenbHbBINA JUAarHO3: OCTpas nepeMexkaromascs noppupus.

2. J1ns1 TOTBEPAKACHUS TUArHO3a UCTIOJIb3YIOTCS OMOXUMUYECKUM U MOJICKY-
JIAPHO-TE€HETUYECKUN METOBI.

3. B ocHOBe 00J1€3HU JIEKUT T€HHAs] MyTaIlUsl.

4. I'en nokann3oBaH Ha 11 xpoMocome.

5. Tun Hacnea0BaHMS ayTOCOMHO-JOMUHAHTHBIM.

3agaua Ne 9.

1. IIpeaBapuTENbHBIN IUATHO3 — TUPOZUHEMUS.

2. J1nst TOATBEPKACHUS TUAarHO3a UCTIOJIb3YIOTCSI OMOXUMUYECKUM U MOJICKY-
JIIPHO-TEHETUYECKUI METO/IBI.

3. [TaTOrHOMHYHBIM TIPU3HAKOM SIBJISIETCS] BBICOKHI YPOBEHBCYKITMHUJIAIICTOHA
B KPOBH.

4, I'en mokain3oBaH Ha 15 xpomocome.

5. [Ins neueHus UCIoib3yeTcsl AUETOTepanus U CyocTpaTpeyupyIomnas Te-

panmus.

3agaua Ne 10.

1. IIpeaBapuTenbHbIi 1MarHo3: Mykomnonucaxapuaos VI tumna.

2. J151g OATBEPKICHUS AMArHO3a UCTIONB3YIOTCSI OMOXUMUYECKUI U MOJIEKY-
JSIPHO-T€HETUYECKHUI METO/IbI.

3. bone3ns o0ycnoBneHa aepuiuTom apuicyibdarassr B.

4. MyTaHTHBII I'€H JOKaJIM30BaH Ha 5 XpOMOCMOE.

5. [ns neyeHus MOKHO NPEAJIOKUTH PEPMEHT-3aMECTUTETBHYIO TEPATHIO.
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