TEMATHUYECKHUM BJIOK Ne9

I'ennbie 0os1e3nu. Kitaccupukauus ¥ 4acToTa reHHbIX 00J1e3HeH, (ceMuHap).

HEJIb 3AHSTHUA:
1. V3yuyuTh reHHble OOJE3HHU.

2. ChopmMupoBaTh NpeacTaBiIeHUE 00 STUOJIOTUM KIMHUYECKUX MPOSBICHUIX
JMAarHOCTUKE U METOJIaX JICUCHUSI TEHHBIX O00JIE3HEH.

OCHOBHBIE BOITPOCBI TEMBI:
Otroniorus u kKiaccuuKalys rTeHHbIX 00JIe3HEN.
bone3nn aMUHOKHCITIOTHOTO OOMEHa.
Hapymenus obmeHa yrieBo0B.

BOJ'IQ?)HI/I, CBsA3aHHBIC C HAPYHICHUEM JIMIIUIHOT'O oOMeHa:

1.
2.
3
4
5. HacneacTBeHHbIe 00JI€3HN TyPUHOBOTO U TUPUMHUIMHOBOTO OOMEHa.
6. BonesHu HapyieHus 0OMEHa COeIMHUTEILHOM TKaHH.

7. HacnencTBeHHBbIC HAPYIICHUS [IUPKYIUPYIOIMIUX OCIIKOB.

8. BomesHwu, CBsI3aHHBIC C HAPYIICHHEM OOMEHA B SPUTPOIUTAX.

9. HacnencrBenHsle 00j1€3HH 0OMEHa METAIIOB.

10.Cunnpombl HapyIIEHUS BCACHIBAHUS B MUIIEBAPUTEILHOM TPAKTE.

Knaccudburkamus: I'eHHBIe 00J1€3HH,

1) bBonesnu amuHOKUCIOMHO20 0OMEHA.

Camasi MHOTOYHCIIGHHAs TPyMIa HAaCJIEICTBEHHBIX OOJIe3HEW OOMEHa BEIECTB.
[Toutn Bce OHM HACIEAYIOTCA O ayTOCOMHO-pPELECCUBHOMY Tumy. lIpuunna
3a00eBaHNIl — HEJIOCTATOYHOCTh TOTO WJIM MHOTO (hepMEHTa, OTBETCTBEHHOTO 3a
CHUHTE3 aMUHOKUCIOT. K HUM OTHOCHTCS:

o DenmnkeToHypUs — 00JI€3Hb, XapAKTEPHUIYIOIIASICS CHIKEHUEM aKTUBHOCTH
dbepmenTa GeHmTamTaHnHTHAPOKCHIIA3hl, B pE3ybTaTe 4yero (heHUIaTaHiH He
IIPEBPAILAETCS B TUPO3HH;

e AJKanTOHypHUs - HapylIieHHe OOMEHa THUPO3MHA BCIIEICTBHE TOHIKEHHOMN
aKTUBHOCTH (epMEHTAa TOMOTEHTHU3MHA3bl M HAKOIUICHUEM B TKaHIX
OpraHu3Ma roOMOTEHTU3UHOBOM KHUCIIOTHI,
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e [71a30-KOXHBIH aJIBOMHU3M - O0YCIIOBIIEH OTCYTCTBHEM CHHTE3a (pepmeHTa
TUPO3UHA3HI.

2) Hapywenus obmena yene8o0os.

e Tanmakrozemus - OTCYTCTBHUE dbepmenta  ranakroso-l-docdar-
ypuaunaTpancdepassl U HAKOIICHUE B KPOBH TaIaKTO3bI,

e [nukoreHoBas 60JI€3Hb - HAPYIICHUE CHHTE3a U PA3JI0KECHHUS TIIMKOTEeHA.
3) bonesnu, ceszannvie ¢ HapyueHueM JURUOHO20 0OMEHA.

e bonesup Humanna-ITuka (puc.l) xapakrepusyeTcsi HU3KOM aKTHUBHOCTHIO
c(UHroMHeNIMHA3b, IeTeHepaleil HeHPOHOB U HapyIIEHUEM JeATEIbHOCTH
HEPBHOW CUCTEMBI;

e bouesns [Nomie - HakomieHUe 11epeOpo3UI0B B KJIETKaX HEPBHOU U PETUKYJIO-
SHAOTEIUANBHOW  CHUCTEMBbI, OOycloBIeHHOEe naepuiuToM  (epMeHTta
TIIIOKOIIEpeOpO3uaa3bl.

ollenncTIies KNeTKW 8 NevueHn

8 MakynapHoR ofnactu
FNA3HOTO AMa

Puc. 1. OcHOBHBIE CUMITTOMBI OoJte3ar Humanua-ITuka.!

4) Hacneocmeennvle 601€3HU NYPUHOBO20 U NUPUMUOUHOB020 0OMENA.

e [lomarpa (rpeu. podos — HoOra, Tpey. agra — 3axBar) — 3a0o0JIeBaHHE,
CBSI3aHHOE C MOBBIIIEHUEM KOHILIEHTPAIIMU MOYEBOM KHUCIOTHI B KPOBU
(runepypukemusi). YactoTa 3a00JieBaHMs BBINIC Y MYXXYHH, HO CTOUT
OTMETHUTH, YTO B MOCJEIHUE Tojia CTajla BO3pacTaTh BCTPEUAEMOCTD

! Acanog A. 10.. OCHOBBI F€HETHKH M HACIIEJICTBEHHBIE HAPYIIIEHHs pa3BuTust y geteid, 2003 r.



3a0oneBaHusl y  KEHIIMH, C  BO3pacTOM  YBEJIMYHUBAETCS
pacrpoctpan€éHHoCTh mnoparpsl. I[lomarpoi crpagaer okomo 2 %
MOKUJIBIX JIIO/ICH;

5) bonesnu napyuienus 0OMena coOeOUHUMeIbHOU MKAHU .

e Cunapom Map@dana («mayybu nanblibl», apaxHOAaKTUIus (puc.2)) -
MOPa)KEHUE COEIMHUTEIBbHOM TKaHHW BCIEICTBUE MYTallUU B TEHE,
OTBETCTBEHHOM 3a CUHTE3 (PUOpUILITNHA;

e Mykononucaxapuio3bl - rpymnmna 3a00J1€BaHUNA COEIMHUTEIbHON
TKaHM,  CBSI3AHHBIX €  HApyLIEHMM  OOMeHa  KHCIbIX
IJIMKO3aMHUHOTJIMKAHOB.

Puc. 2. ApaXHOJAKTUINS — IJIaBHBIM CUMIITOM cHHApoMa Mapdana.?
6) Hacreocmeennvle napyuenus YyupKyaupyouwux 6eKos:

o [‘emornoOvHONMAaTHUM - HACICACTBEHHBIE HApYIICHUS CHUHTE3a
reMorjo0vHa. BpIIENsIOT KOJMMYeCTBEHHBIE (CTPYKTYpHBIE) H
KayecTBEHHble uX (opmel. B mepBoMm ciiydae wu3MeHseTcs
MOCJIEIOBATEILHOCTh AMUHOKHUCIIOT B COCTaBE TeMOTJIOOMHA, YTO
MOKET MPUBOJUTH K HAPYIICHUIO €r0 CTAOWIBHOCTH U (DyHKIHH
(cepnoBuaHo-KieTOouHass anemusi (puc.3)). Bo BTOpoM ciyuae
HOPMAaJIbHOM OCTaeTcsi CTPYKTypa TeMOrjoOWHa, HO CKOPOCTb
CUHTE3a TNIOOMHOBBIX IIeTIeH CHIDKEeHA (TamaccemMusi).
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Puc. 3. DpUTpOLHTEI GOJIEHOrO CEPHOBUIHO-KIETOYHOM aHeMHuEi.>

7) Bonesnu, cesazanHvle ¢ Hapyulenuem 0OMeHa 8 I3PUMpoOYUmax:

e ['eMOIUTUYECKHE aHEMHUM - CHHXKACTCS COACPIKAHUC reMOrjI00MHa U
YMCHBIIACTCA IMPOJOJKUTCIIBHOCTD ) KU3HU OPUTPOIUTOB,

L HaCHGHCTBGHHLIfI MI/IKpOC(l)CpOIII/ITO3 - BpO}KI[éHHaSI HCOOCTATOYHOCTD
JIUIIN 0B 000JIOUKH OPUTPOLTUTOB.

8) Hacneocmeennvie 6one3nu 0dMena Memaiios:

bonesnr KonoBanoBa-BuibcoHa - remarolieHTUKYJSpHAs —JereHepanus,
renaroriepedpanbuas  guctpodus  (puc.4d) —  BPOXKICHHOE  HapyIICHUE
MeTaboiM3Ma MenM, 4TO BiedeT Tskenble HacienctBeHHole Oosnesnn [HHC wu
BHYTpeHHUX opraHoB. [[uarHoctupyetcs y 5-10% OOIBHBIX IUPPO3OM TEYCHU
JIOIIKOJILHOTO ¥ IIKOJBHOTO BO3pacTa. 3a0ojieBaHUE HACEAYETCsl 0 ayTOCOMHO-
PEIECCUBHOMY THUIy, XapaKTepU3yeTCs HApyIICHHEM CHUHTE3a IepyJolia3MUHa -
Oenka, TpaHCTIOPTUPYIOIIETO Meb. [ 'eH uaeHTuduimpoBan Ha 13 xpomocome u Jip.

3 boukos H.IT Kiunnyeckas reHeTrka: Y4eOHHMK. - 3-€ U311, Ucnp. u joiL., 2004, - 480 c.



Puc. 4. Konbnia Kaiizepa-®neliinepa — OAUMH U3 JUArHOCTUYECKUX MPU3HAKOB
6ose3an KonoaioBa-Buibcona.*

9) Cunopombl HapyuleHus 8CaCHIBanUsL 8 NUWEEAPUMETbHOM MPAKme:.

- MYKOBHCIIM/I03 WJIU KUCTO3HBIN (huOpo3 — 3a00seBaHue, HECYIee CUCTEMHBIN U
HACJEe/JICTBEHHBIA xapakTep. B ocHOBe mJaHHOW TMATOJOTMM MyTalus TIeHa
TPAaHCMEMOPAHHOTO PEryJIATOpa MYyKOBUCLKIO03a.  HapylieHue 53K30KpUHHOMN
JESTENBHOCTH OPraHU3Ma, PUBOJIUT K HAPYIICHUSIM (YHKIHMI OpPTraHOB JABIXaHUS U
MUIIEBAPUTEIBHOTO TPAKTa;

- HENMepeHOCUMOCTh JIakTo3bl W Ap. Jlakro3a (momounbiii caxap) CioH20011 —
YTJIEBOJ TPYIIIBI JUCAaXapUA0B, COAEPIKUTCS B MOJIOKE. MoOJIeKyna JaKTO3bl COCTOUT
13 OCTAaTKOB MOJIEKYJI TJIFOKO3bI U TAIAKTO3bl. ECli JaKTO3a HE YCBAMBAETCS, TO 3TO
B oOmactu JKKT BbI3bIBa€T IUCKOMQOPT, BO3MOXKHBI TOHOC, OO U B3IyTHE
KUBOTA, TOIIHOTY M PBOTY MOCJE YNOTPeOJEHUSI MOJIOYHBIX MPOAYKTOB. Y 3THUX
JOJEH OTCYTCTBYET (PEPMEHT JIaKTa3a WM TPOU3BOAUTCA B HEIOCTATOUHOM
konuyecTBe. JlakTaza y4acTByeT B pacCIICIUICHHE JAKTO3bl Ha €€ MOHOMEPBI
TJIFOKO3Y W TaJaKTO3y, KOTOPhIE B JHabHEUIIEM aJCOpOUPYIOTCS TOHKON KUIITKOM.
Hapymenue ¢GyHKIMM JakTa3bl BIEYET 3aJEPKKY JaKTO3bl B KHUIICYHHUKE B
HCXOJIHOM BHJI€, OHA CBS3bIBA€T BOJAY, B PE3yJbTaTE€ BO3HUKAET XKUIKHUMI CTYI.
Kpome Toro, kumieuHbie OakTepUH BBI3BIBAIOT OPOXKEHHE MOJIOYHOTO caxapa, B
pe3yabpTaTe KOTOPOTO BO3HUKAET B3yTUE KHMBOTAa. HemepeHOoCMMOCTh MOJIOYHOTO
caxapa JOBOJIbHO pacmpoctpaneHa. B 3amagnoi EBporie ona Bctpeuaercs y 10-20
MPOLICHTOB HACEJIEHUsI, 2 B BOCTOUHBIX cTpaHax okoyio 90 % mronmeil He mMoryT
MEPEBAPUTH JIAKTO3Y.

BBINIOJTHEHUE CAMOCTOSITEJIBHOM PABOTHI:

* Bopcanosa C. I'. MenuimscKas uTorenetika. - Mocksa: Mennpakruka-M, 2006



1. IloaAroToBUTH B KaYECTBE pePEPATUBHBIX paAOOT BOMPOCHI TEMBI.



