Kazanckunit [ ocynapctBeHHbIM MeaUIIMHCKAN YHUBEPCUTET

o oardnd

TR

Beimonnuim: crynenTku rpymist 2602
I'azuzsauosa I'.P.
EBnokumona A. /.



HedpoH cocTouT U3 cOCyaucTOro Kiyoouka, Karcyiabl KiIyoouka (Kamcysa
[IIymnsHcKOro—boyMeHa) 1 KaHaJbIEBOTO anmapara: MpOKCUMaJIbHOTO
KaHaJlblla, NeTIu Hepona (et ['enne), AucTaabHOIO M TOHKOTO KaHAJIbIIEB U
cooupareabHON TpyOOUKH.
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KaHasbleBbIe 00JI€3HU IIOYEK, XapaKTePHU3yEMBbIC
PA3JIMYHBIMY HAPYIICHUSIMH TYOYJISIPHOTO
TPAHCIIOPTA AICKTPOINTOB, MUHEPATIOB, BOABI U
OpPraHUYECKHUX CyOCTaHIIMM, HACICICTBECHHOIO
(mepBUYHEBIC TYOYJIONATHUH ) WJIX DPHUOOPETECHHOIO
XxapakTepa (BTOpUYHbBIC TyOyIOIaTHH).




OCHOBHBbIE KJIMHHKO-J1200paTOPHbIE
CUHAPOMBI TYOyJI0maTum

«CUHIPOM NOINYPHUHU

= CUHIpOM
AEKTPOJIUTHBIX
PACCTPOUCTB

« CUHJIPOM HapyIICHUS
KOC kpoBu

«PaxuTomnoao0HbIH
CUHIPOM
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I. [Ilo aokanuzayuu mpancnopmmuozo oeexma:
[IpokcumasnbHbIe TyOYyI0IIaTHH

IIeTneBbie TyOysIOMaTUU

JlvcTanbHbIe TyOyI0IIaTUH

II. B 3asucumocmu om 2naenozo cunopoma (lFO.E. Bervmuuies, 3.A. IOpvesa, 19782.)
°* AHOMAJIMU CKeJieTa (M0YeYHbIe 0CTEONATHH)
IlepBuunblie: pocdar-guadert, 6ose3Hs ae Tonu-J/leope-DaHKOHU, TOYSUHBIN
KaHaJIbLEBBIN allu103
BropuyHnbie ((HEHOTUITMYECKU CXOHBIC COCTOSIHUS): D-3aBUCHUMBIN paxwur,
runodocdarasus, HeIuaKus, IICEBIOruNoNapaTupPeonu3m

* Ioauypus
IlepBUUHBIE: TOYECUHAS TIIOKO3YPHS, IOYCYHBI HECAXAPHBIN AUA0ET

(ICEeBAOTUNOATBIOCTEPOHU3M )
Bropuunslie: Hepponodtuz dankoHu, nueaoHEPPUT, HUCTUHO3, TUpo3uHeMusi, XITH

* Hedpoauruas
IepBuuHble: [lucTunypus, NIUIUHYPUS,, UMMUHOTIIUIIUHYPUSL, TUCTAIIbHBIA TTOYEYHBIN
TyOyJISIPHBIN alKa03
BTopuuHbIe: OKCajio3 U BTOPUYHAS TUIIEPOKCATYpHUSl, KCAaHTUHYpUs, CHHIPOM Hem@
Hurana






I'mnogocharemuueckuid 1uader

I'nunodocharemuuecknii paxur (pochar-quader) — 3a001€BaHUE,
CBsI3aHHOE ¢ Jie(heKTOM peadcopOnu pocharoB B MPOKCUMAaIbHBIX
KaHaJIbIIaX, IPOSBIISIONIEECS y AeTel pocdarypuei,
runoocdaremMueii ¥ BRIpaXKECHHBIMU PAXUTHYESCKUMU U3MEHEHUSIMU,
PE3UCTECHTHBIMU K OOBIYHBIM J103aM BUTaMuHa D.

OnucaHo HECKOJIBKO HACIEACTBEHHBIX (hOpM OOJIE3HH, MPOTEKAIOIIHUX

C M30JIMPOBaHHBIM HapyIIEHUEM IIPOKCUMAJIbHON peadcopOIuu

(dbocdaroB B moykax:

* runodochareMuueCcKuil paxuT, X-CHCIUICHHBIA JOMUHAHTHBIN

* runodocdareMUUEeCKU paxuT, ay TOCOMHO-JIOMHUHAHTHBIN

* runodocdareMUYEeCKU paxuT, ayTOCOMHO-PEIECCUBHBIN

* HaCJICACTBEHHBIN runo@ochareMrUYeCKUil paxuT ¢
TUIIEPKAJIbIIUYpUEH







IIpokcMMaJIbLHBIM PEeHAJbHBIN TYOYJISIPHbIA
amua03

IIpoxcumanabubii PTA (II Tum)— 3a0o05eBanue,
XapaKTepU3YIOIIEECss HapylIeHHEeM peadcopOru OMKapOOHATOB
(HCO3-) B npokcuMaIbHBIX KaHAJIbIIAX.

* AYyTOCOMHO-IOMHWHAHTHBIN;

* AYyTOCOMHO-PELIECCUBHBIN C MATOJIOTHUEH I71a3 U OTCTABAHUEM B
YMCTBEHHOM pa3BuTUu, myTtanus rena SLC4A4, HapylueHue
CTPYKTYpPbI HATpUHOMKApOOHATHOIO KOTpaHcnopTepa-1
OazoJiarepajibHOM MEMOpPaHbI MPOKCUMAJILHOIO KaHAIbIIA;

* Ciopaiu4ecKui - TPAaH3UTOPHBIN (AECTCKUI), HE3PEIOCTh
HaTPUH-BOAOPOJIHOIO aHTUIIOPTEPA-3 alMKaJIbHOW MEMOpPAHBI
MIPOKCUMAJILHOTO KaHAJbIIA;

* Ilepcuctupyromui (B3pOCIblil).
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Cunapom ae Touu-/deope-PaHKoHHU

Cunapom ®ankonu (e Tonu-/ledpe) — 3a001eBaHKe, 00YCIOBICHHOE
reHepaJn30BaHHON TUCOYHKIHMEH MPOKCUMAaIbHBIX KaHAJIBIEB, IPUBOJIAIICH K
HapyILICHHUIO peadcopOLMy aMUHOKUCIIOT, INIFOKO3bI, Kajusl, HaTpHsl, BOJIbI,
docdaroB, OMKapOOHATOB, MOUYEBOM KUCIIOTHI.

Paznuuarot aBe GopMbl 3a001€BAHUS

* NEPBUYHBIN WAMONATUYECKUN CUHAPOM DaHKOHU- CIOPAAUYECKUMN XapPaKTED;
CAMHUYHBIE CIy4Yau MOTYT SIBISATHCA HACIEACTBEHHBIMU (2yTOCOMHO-
pPELIECCUBHOE, ayTOCOMHO-JIOMUHAHTHOE HACJICIOBAHUE);

* BTOpPUYHBIA cCUHJIPOM DaHKOHH, O0YCIOBICHHBIN T€HETUYECKUMU OO0JIE3HAMU
(LIUCTUHO3, TAJIAKTO3EMHUS, HACJICICTBEHHASI HEMEPEHOCUMOCTh (DPYKTO3HI,
tupo3uHemus (tull I), mukoreno3 (tum I), 6one3ns Buibcona-KoHoBasoBa,
MUTOXOHIpUAJIbHBIC ITUTONATHH, 00Jie3Hb [[eHTa, cunapom Jloy), TOkCHYeCKuM
JIEWCTBUEM JIEKAPCTB (T€HTAMUIIUH, TETPALIUKINH, aHTUPETPOBUPYCHBIE
penaparsbl), COMCH TIKETBIX METAIIOB, TU00 Pa3BUBAIOIINICS BCIEIACTBUE
NEPBUYHOIO AMUJION 1033, MHOKECTBEHHOW MUEIIOMbI 1 HEKOTOPBIX IPYTUX

®

3a00JIEBAHUI.



Puc 1L Manb'uukn 6 ner,
D0/IbHLIE BUTAaMUH-D-
PE3UCTEHTHLIM PaxXHUTOM
(a) M NoYEe HbIM
TYOY/HpHbIM ayu/josom
(0): a — BblpakKeHHan
BapycHas fedopmatins
HWKHWX KOHeYHocTen, 6
— 3ajCPKKa
(hU3rIecCKOoro passmTmsa n
BanbrycHas /leopmarus
HWKHUX KOHEYHOCTEeW,

Puc 2. Manbumk 12 ner c
bonesHwio ge ToHn —
febpe - DaHKOHW:
pesKkan saflepkka

(h M3 ECKOro pasguTna n
BblpaXeHHble
Jlethopmalun Kocreil,
npeumMyLecTseHHo
HIPKHIX KOHE IHOCTEeN.



PeHaJbHAA IVIIOKO3YPHUS

PeHajqbHasi NIIOKO3ypHus — 3a001€BaHUE, 00YCIOBICHHOE
HApPYIICHUEM TPAHCIIOPTA MIFOKO3bI B MPOKCUMAIBHBIX KaHAIbIaX
MIOYEK, P HOPMAIILHOM YPOBHE IIFOKO3bI B KPOBH

* AyTOCOMHO-JIOMHUHAHTHOE Haciea0BaHuE (TUIT A)

* AyTOCOMHO-pEIECCUBHOE HacueaoBaHue (Tuil B)

JlMarHocTuka:
* [ rOKO3ypHs NP HOPMAJIBHOM YPOBHE ITIHOKO3bl KPOBU HATOIIAK

* Hanuuue mItoKo3bl BO BCEX MOPILUAX TIIFOKO3bI
* HopmanbHas uiu clierka yIuioleHHas KpuBasl py NpOBEACHUU
TE€CTA TOJIEPAHTHOCTH K IIIFOKO3€




Cunapom baprrepa

Cunapom baprrepa — ayTocOMHO-pEIIeCCHBHOE 3a00JICBAHMUE,

00y CJIOBIIEHHOE JIE(DEKTOM peadCcopOLMU HATPHUs 1 XJIOPUI0B B TOJICTOM
BOCXO/IAIIIEM KOJICHE METIH [ eHie, AJIs1 KOTOPOTro XapaKTEPHO Pa3BUTHE
TUITOKATMEMHH, TUITOXJIOPEMHUH, META00JIMYECKOTO aKaio3a 1

T'MIICPPCHUHCMHNYCCKOI'O I'MIICPAJIbJOCTCPOHU3MA.

* HeonaraneHblii cunapom baprrepa (tun I)- nepBuYHbIN JeeKT
HaTpuii/Kanuii xaopuaHoro korpancnoprepa (Na-K-2CL) Tonctoro
BOCXOJISIIIIETO KoJieHa neTiu [ ene;

* HeonaranbHblil cunapom baprrepa (tum II) -HapyimeHue QyHKIIUM KaHalia
ROMK (AT®-uyBCTBUTEIbHBIN PEKTUPUIUPYIOITAN KAJIUEBBIA KaHa)
TOJICTOTO BOCXOJSIIETO KOJICHA NeTin [ eHe;

» Kuaccuueckuit cunapom baprrepa (tum 1) - nedekT cTpyKTypbl KaHalia
CLC-Kb (nmoueuHo-ciennpUUHbIN XJIOPUAHBINA KaHAJT) TOJICTOTO
BOCXOJISIIIIETO KoJIeHa neTiu [ ene;

* HeoHaranpHblli cUHIAPOM baprrepa. aCCOUMUPOBAHHBIN C CEHCOHEBPAIbLHOM
TYTOyXOCThiO (TuIl IV) -HapyllleHHe CTPYKTYpbl MEMOPaHO-CBI3aHHOM
CcyObeMHUIIBI XJI0pUIHbIX KaHajoB CIC-K.




Cunapom I'uresbMaHa

Cunapom [ nrenpmaHa -ceMerHas THIIOKAIAEMAYECKas
TUIIOMarHe3eMus, COJIbTepsIolas TyOynonaTus,
XapaKTEPU3YIOIIASACSA TUIIOMAarHe3eMUE, THIIOKAIbIIMYPUEH U
BTOPUYHBIM aJIbJ0CTEPOHU3ZMOM, KOTOPBIM IPUBOIUT K PA3BUTHUIO
TUIIOKAJIMEMUH U META00INYECKOMY aJIKajlo3y.
AYTOCOMHO-PEILICCCUBHBIN THUII IIEPEIAYH.

Cunapom Jluaaia

Cunapom JIugaia (mceBaoaibaoCTEPOHNU3M) — HACIEICTBEHHOE
3a00J1€BaHUE, XapaKTEPHU3YIOIIEECs PAHHUM JCOIOTOM TSKEIIOM
apTepualIbHOM T'MNEPTEH3UH, B COYETAaHUH C HU3KMMHU YPOBHSIMU
AKTHBHOCTH PEHUHA M allbJJOCTEPOHA MJ1a3Mbl, THIOKAJTUEMHUEH U
META0OINUYECKIM aJIKAJIO30M.

AyTOCOMHO-JOMHUHAHTHBIM THUII HACJICAOBaHMS. @



JIMCTANbHBIA PEHAJBHBIN TYOYJISAPHBIA AlIU103

Jucraababiii PTA (I TMI) — 3a00JI€BaHHE, XapaKTEPU3YIOLIEECS
TSDKEJIBIM THIEPXJIOPEMUYECKAM META00IUYECKUM alluI030M,
BCJICJICTBUE HAPYIIIEHUSA SKCKPEIIUUA BOJOPOIHBIX NOHOB B
IYCTAJIbHOM OT/AEIe HeQpoHa.

* AYTOCOMHO-JOMUHAHTHBIN

* AyTOCOMHO-PEIECCUBHBIN C TYTOyXOCThIO

* AyTOCOMHO-PEIIECCUBHBIN 0€3 TYyroyXoCTH

XapakTepHO:

-HU3KUI/KpailHe HU3KUM POCT, BEC
-paxuTONOA00HBIEC U3MEHEHHUS CKEJIeTa
-MBIIIIEYHAs] TUITOTOHMS

-IOJINY U




IlceBaAOrumoaibaI0CTEPOHU3M

IlceBAOrNMOANBLAOCTEPOHU3M - TETEPOrCHHAs TPyIIa KIMHUYECKUX
(OopM, BO3HHKAIOIIMX BCICACTBUE HECIIOCOOHOCTH aJIbJIOCTEPOHA
OCYIIECTBIISAITH CBOM OCHOBHBIE (DU3UOJIOTHYECKUE dPPEKTHI 1O
00€CEYECHUIO PKCKPELIMY HOHOB Kaus 1 Bozxopoz[a

“apopma. i UE
3az[ep>1<1<a cbﬂalxmecmro paBBI/ITI/IH

HOJmepraHHaﬂ q)opMa
+3anyz[HeHne mﬂxaHHﬂ




HedporeHHbId HecaxapHbIi quadeT

HedporeHHbId HecaxapHbBIA JUA0ET - PEIKOE HACICACTBEHHOE
3a00JICBAHUE, XaPAKTEPU3YEMOE OTCYTCTBUEM MTPOHUIIAEMOCTH
COOMpATEIbHBIX TPYOOUEK IS BOABI M PE3UCTCHTHOCTHIO K ACHCTBUIO
AHTUAUYPETUUYECKOTO TOPMOHA TPH €ro ajJcKBaTHOM cekpenuu. KinnHuka:
HU3KOE€ (PU3UUECKOE PA3BUTHUE, MOJUYPHUSL, IOJTUIUIICUS, CUMIITOMBI
AeruIpaTaluu

n HetlyB-cTBHTEJIBHOC?TB
KaHaJgbues K A/l
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