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DOoH/I OLIEHOUHBIX CPEICTB M0 AUCHHUILIHHE «[ eHEeTHYECKHiT KOHTPOJIb OMOXUMUYECKHX ITPOLIECCOB
o HanpasieHuto noarotoBku 06.04.01 «buonorus» ®PI'bOY BO «Henl 'V»

cTp. 2

MNACITIOPT ®OHJIA OHEHOYHBLIX CPEJACTB
Hanpasnenune noarorosku: 06.04.01 buosiorus
Hanpagnennocts (podum): ['enetnka
Jucturumaa: ['eHeTHYECKUH KOHTPOJIb 0MOXUMIYECKHX MPOLECCOB
CemecTpbl uzydenus: 3
dopma MpoOMeKyTOYHOM aTTeCTallUU: 3a4eT

2. IEPEYEHb ®OPMUPYEMbBIX KOMIIETEHIIUI
2.1. KomneTreHum, 3aKpenji¢HHbIe 3a THCIHIIITMHON

N3ydenue nucuumuinibl «I'eHeTHYECKHA KOHTPOJb OMOXMMHYECKHUX NMPOLECCOB»
HaIpaBJIEHO Ha (POPMHUPOBAHUE CIECIYIOITNX KOMIICTCHIIUN:

Kozpr Copnepxanue Konp! 1 conepxanue [Iepedyens muIaHUpyeMBbIX
KOMIIETEHIIUN KOMITETEHITUI WH/IMKATOPOB pe3yJbTaTOB O0YUCHHUS 110
(mo ®I'OC) cornacHo ®I'OC NUCLIUILINHE
1 2 3 4
I1K-1 Cnocoben IIK-1.3 [Tnanupyer | 3HaTh:
WCIIOIb30BaTh 3HAHUE | OPraHU3aIUI0 u | Jna JIOCTUKEHUS
HOPMAaTUBHBIX MPOBEICHUE  HAYYHBIX | MHIUKaTOpa IK-1.3:
JTIOKYMEHTOB, HCCIIEeIOBAaHUI 110 | OCHOBHBIE  OCOOEHHOCTH
peraaMeHTHPYIOLINX aKTyaJIbHbIM OOMEHHBIX TMPOIIECCOB U
OpraHu3aII0 OMOMETUITTHCKUM BUJIBI MX  HapylICHUs;
MPOBEICHUSI HAy4yHO- | MpobiemMam BU/IBI HaCJIEACTBEHHBIX
HCCIIEI0BAaTENCKUX HapylIeHU! 0OMEHHBIX
pabot JUISt TIPOIIECCOB.
PYKOBOJCTBa pabouuM Ymern: HE
KOJUIEKTUBOM u IIPELYCMOTPEHO
o0ecrieueHust Mmep Buaaners: HE
MIPOU3BO/ICTBEHHOM MPEyCMOTPEHO
0€3011aCHOCTH
[1K-2 Criocoben [K-2.1 Nwmeer | 3nars:
UCIIOJIL30BATH B | IPpCACTAaBJICHUC 00 I[J'I}I JOCTUIKCHUSL
Hay4YHOU U | OCHOBHBIX METOJIaX | HHAUKATOPA I1K-2.1:
MIPOU3BOJICTBEHHO- TE€HETUKHU 1| MEXaHU3Mbl HACJIEIOBAaHUS
TEXHOJIOTHYECKOI MOJIEKYJISIPHOU 3a00JIeBaHUN, CBS3aHHBIX
NEeSTETLHOCTH 3HAHUSl | OMOJIOTHH. C HapymieHueM oOMeHa

(byHIaMEHTAIBHBIX U
MIPUKJIIaTHBIX

pas3zneinos
TeHETHUYECKUX
TUCHUITIIHH

[IK-2.3  Anamusupyer
OCHOBHBIE METO/bI
HCCIIeIOBaHUS,
IIPUMEHSIEMbIE B
COBPEMEHHOM T€HETUKE

BEILIECTB; CIIOCOOBI
CKPUHUHTA U JUATHOCTHKHU
HACJIEICTBEHHBIX
3a0o0eBaHui 0OMeHa.
YMeThb:

Jls JIOCTHOKEHUS
MHAUKaTOpa [K-2.3:
BBIIENISATH B3aUMOCBS3H

MyTaIui OT/IEIBHBIX
TE€HOB " pa3TMYHBIX
3a00JIeBaHU YET0BEKA.

Jost JIOCTHXKEHUS
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1o HanpasjeHuto noarorosku 06.04.01 «buonorus» ®PI'BOY BO «Henl'Y» crp. 3
[1IK-2.4 Hcnons3yer | nuaukaropa [1K-2.4:
MIPUHIIATIBI METOJIOB | IOJ0UpATh METOIBI
J1a00paTOpHOIA JMarHOCTUKU
IAarHOCTHKHU HACJIEICTBEHHBIX
3a00JIEBAHUN.
Baagern:
Jnst JIOCTHKECHUS
MHMKaTOpa [1K-2.1:
[IPUHLUIIAMH noadopa
MOJIXOJIOB ISl KOPPEKIIUU
HapyIICHUIA 0OMEHHBIX
MIPOIIECCOB.
3. COAEP’) KAHUE OHEHOYHBLIX CPEJICTB 110 JUCHUIIJIMHE
3.1 Buabl OlleHOYHBIX CPEICTB
HaumenoBanue
HanmenoBanue
No Kon OLICHOYHOT'O OLCHOMHOTO
1/ KOMITETEHIINH/TUTAHUPYEMBI KonTpomipyembie Tembl/ CpeacTBa JUIs cpeictsa Ha
pas3zenst MPOMEKYTOYHO
I € pe3ysbTaThl 00yUYECHHS TEKYILIETO .
HaTTecTaluu
KOHTPOJIS
Ne 3amaHus
1 IK-1 1. Beenenue B Onoxumu- | YcTHBIN onpoc, | Bompockr k
3narhb: YECKYIO TCHETHKY. pedeparuBHbie | 3auery Ne 5-6, 8,
Jns mocTrkeHus 2. O0MeH reMorio0MHa U | coo0IIeHNs 11, 18, 21-22,
unaukaropa [1K-1.3: ranTorjaoouHa. 25, 27.
OCHOBHEBIE OCOOEHHOCTH 3. OcHOBHBIE OOMEHHEIE
0OMEHHBIX MPOIIECCOB U MPOILIECCHI U UX HapyIIle-
BUJIbI KX HAPYIICHUS, BUIBI | HHUSL
HACJIEICTBEHHBIX
HapyHICHU 0OMEHHBIX
MIPOLIECCOB.
YMeTh: HEe TPETyCMOTPEHO
Baagernb: He
IPEYCMOTPEHO
2 IIK-2 1. Beenenue B Ouoxumu- | YcTHBIN ompoc, | Bompock! k
3HaTh: YEeCKYIO TCHETHKY. pedepatuBHble | 3auery Ne 3-4, 7,
Js mocTmkeHus 2. O0OMeH reMoriI00MHa U | COOOIIEHUS 9-10, 15, 17, 19-
unankatopa [1K-2.1: ranTorIooOnHa. 20, 23-24, 26,
MEXaHMU3MbI HACJIEJOBAHUSI 3. OcHOBHBIE OOMEHHEBIE 28-30.
3a00JIeBaHN, CBA3AHHBIX C MIPOIIECCHI U UX HapyIIle-
HapylIeHHeM oOMeHa HUSL.
BEIIECTB; CIIOCOOBI
CKPUHUHTA ¥ TUATHOCTUKU
HACJIEACTBEHHBIX
3a001€BaHnil OOMeEHa.
YMmerth:
J1s moCTIKeHUS
unankatopa [1K-2.3:
BBIIETIATH B3aUMOCBSI3H
MYTalui OTACTBHBIX TEHOB
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pa3IMYHbIX 3a001eBaHII
yeJIoBeKa.

Jlnst nocTHKeHMsI
unukaropa [1K-2.4:
moaOUpaTh METOIbI
IHAArHOCTHKHU
HACJIEACTBEHHBIX
3a00JIEBAHU.

Baagern:

Jlist mocTukeHus
uHaukaropa [1K-2.1:
MpUHIIUIIAMU TToa00pa
MIOJTXO/IOB JUTSI KOPPEKITUU
HapyIIEHU OOMEHHBIX
MIPOIIECCOB.

Ipumeuanue: munogvie 3a0anus, Kpumepuu U NOKA3AMeNU OYEHUBAHUA 6 PAMKAX
meKyujeco KOHmMpoJs npedcmasiienvl 8 pabouell npozpamme OUCYuniuusvl (Mooyns). Ilonnvie
KOMNIEKMbl OYEHOUHbIX CPeOCME U KOHMPOJIbHO-USMEPUMENbHBIX MAMEPUANO8 XPAHAMCI HA
Kageope.

3.2 Copep:kaHue OLIeHOYHBIX CPE/ICTB
OrneHouHblE CpeACTBA MPOMEKYTOUHOM aTTeCTallMM MpPEICTABICHBI IEepeUuHEM
BOIIPOCOB JUIS 3a4€Ta.

Teopernyeckne BONPOCcbl K 3a4deTy «l'eHeTHYECKMil KOHTPOIbL OHMOXHMHYECKHX
NPOLECCOB)»

1. Buoxumuyeckasi renetuka. Ucropus ee passurus. Pasputue ¢pusnosornyeckoi
renetuku. UcciienoBanust Apundanbaa 'appoaa

B nauane XX Beka, MOYTH OJHOBPEMEHHO C YCTAHOBJIEHHEM (aKTa pacroIOKeHUs
IFE€HOB B XpOMOCOME KJIETOYHOrO sipa B JIMHEHHOM IOPSAKE, BO3ZHUKIO IOHMMAHHUE, 4YTO
MPOSIBJICHUE TEHOB OMpEAeNAoT Ouoxumuyeckue peaknuu. 1938 r., lompammuar —
¢u3nonornyecKas reHeTHKa — MpoOJieMbl MPOSBICHUS T'€HOB B PA3IUYHBIX CHEUHU(PUUECKHX
YCIIOBHUSX OKpY’Karoleil cpenpl; (.r. okazagach CBSI3aHHOM ¢ OMOXMMHUYECKUMH METOJaMU U
croco0amMM OLIEHKU pe3yibTaToB HaOmoJeHuid. [1o3ke 3TOT paszjen reHeTUKH BBIACTWICS U3
¢.r. 1 chopMUpOBAIICS B CAMOCTOSATEIBHBIN, HA3BAaHHBI OMOXUMHYECKOW T€HETUKOM.

BriepBble ommcan MposiBI€HHE HACIEICTBEHHOCTH B OOMEHE BEILECTB aHTIUICKHIMA
meauk [appon (1902 r., «YacroTa 3aboneBanuii ankantonypuei. MccnenoBanue xapakTepHbIX
0CcOOEHHOCTEeH XUMHUYECKUX COEAMHEHUH Y OT/AEIbHBIX UHIAUBHIYYMOBY). BriepBbie BhickazaHa
MBICIIb O HaJIMYUU OHOXMMHYECKMX MYTaHTOB Yy 4eloBeka. B pesynbrare wuzyuyeHUs
HUCTUHYPUH, O0IIero anbOMHH3Ma, MEHTO3YypuHM M JApyrux 3aboneBanuid ['appox B 1908 r.
MPEACTaBUI  O0IMKE COOOpaKEHHUS O BPOXKICHHBIX TOpPOKaxX MeTaboIu3Ma: HEKOTOpPbhIe
BEIIECTBA MMHYIOT OINpENEICHHBIE CTaJUH HOPMAJbHOTO OOMEHHOro Ipolecca M3-3a
BPOKICHHBIX Je(PEKTOB TeX (PEPMEHTOB, KOTOPbIE YUaCTBYIOT B JaHHBIX 3Tanax MeTabonu3ma.
OH mpeanoyaoKui, YTo y OOJBHBIX ANKANTOHYPUEH OTCYTCTBYET (hepMEHT, HEOOXOAUMBIHN st
MeTa0o0JIM3Ma TOMOT€HTU3MHOBOM KHCIIOTHI, TeHeTHKH baiitcon u [Iproner, nccienoBaB ceMbu
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OOJIBHBIMM QJIKAIITOHypUEH, IOKa3ald, YTO 3TO MOXKET ObITh OOBSCHEHO HACIEJOBAHUEM
IBYX ajuienei ogHoro rexa. IlozgHee OblI0 JOKa3aHO, UTO pelieccuBHas GopMa reHa CBsi3aHa C
OIIPEeIETICHHBIM Ie(EeKTOM (hepMEHTA.

2. N3yuyenne pusmosiornu HacjaeaoBaHusi okpacku rjas y Drosophila. Teopus
«OJIMH TeH — OJIUH (pepMeHT».

B 1936 1. buan u Ddpyccu uccnenoBanu GU3MOIOTHIO HACICIOBAHMUS OKPACKH TJia3 y
Drosophila. OHM moKa3zanu, 4YTO COOTBETCTBYIOIIME TE€HbI MOXXHO pAacCIOJIOXKUTh B
orpeaeNneHHOW (YHKIIMOHATBHON IMOCIenoBaTeNbHOCTU. [71a3a Apo30uIIbI colepkaT CMech
PO30BBIX MNTEPUIMHOB M KOPUYHEBBIX OMMOXPOMOB. HapylieHus cHHTE3a NTEpPHIMHOB
MPUBOJAT K KOPUYHEBBIM Tia3zaMm (brown, bw); y Myx ¢ myTanusmu vermilion (v), cinnabar
(cn), scarlet (si) HapyIIeH CHHTE3 OMMOXpOMa. TpaHCIUTAHTATHI TJIA3HBIX JUCKOB M3 MYyTaHTOB
vermilion u cinnabar B JHWYMHKKA JUKOTO THUMA MPEBPALIAIOTCS B TJla3a C HOPMAalbHOM
MUTMEHTAlMEeH JUKOTO THIIA, CIIEAOBATENbHO, TKAHH JIMYMHOK JUKOTO THIIA KOMIIEHCHUPYIOT
MeTabonnueckoe HapylieHue MyTanuii vermilion u cinnabar. K Hacrosimemy BpemeHH
MIPOMEKYTOYHBIE TMPOIYKTHI ATOT0 METab0IMYECKOTO MyTH HACHTU(UIIMPOBAHBI, U W3BECTHBI
COOTBETCTBYIOIINE OMOXUMHYECKHUE HAPYIICHHUS.

B 1938 r. uccnenoBareny MOHUMAINH, YTO T€HBI YYaCTBYIOT B PETYJISIIUH OMPEACICHHBIX
peakuuii MO0 HEMOCPEICTBEHHO, JTUOO0 AETEPMUHHUPYS CHEHU(PUYHOCTH COOTBETCTBYIOLIUX
¢depmentoB. MccnenoBanus mieceHH HeWpocnopbl (YIOOHBI OOBEKT Uil OMOXMMHYECKHX
UCCIIeIOBaHMI) TOKa3anu, 4yTo MHpu o00paboTke Y@ MOXKHO MOIY4YUTh MYTAHTOB, HE
pa3BUBAIONIMXCSI B OCHOBHOW MHUTATEIbHOM cpeie, HO pacTymUX B  YCIOBHSX
JIONIOJTHUTEIBHOTO BHECEHHSI B MMUTATEIbHYIO CPEly COOTBETCTBYIOIIUX MUTATENbHBIX BEIECTB
(aykcotpodHubie MyTaHThl). Ha 3TuX 00BeKkTax MOKa3aHO, YTO MYTaHThI MO OJHOMY TEHY
XapaKTepU3yTCs HapyLIeHHeM crenu(Uyeckux 3TarnoB OMOCMHTETHYECKOro MyTH. BeiBoa o
HAIWYAHA COOTBETCTBUS MEXTy TeHaMHU H OMOXMMHUYECKHMH TporieccamMu. [ nmoresa «oiuH TeH
- onuH (hepmeHT» chopmynupoBaHa bumiom B 1945 r. Ha HacTosmmii MOMEHT SICHO, YTO 3Ta
THITOTE3a SIBJISIETCS YIIPOIIEHUEM: HE BCE TEHBI KOTUPYIOT (PePMEHTHI, a HEKOTOPBIE (PePMEHTHI
MPEJCTABISAIOT cO00H MPOAYKTHI O0JIee YeM OJTHOTO T'eHa.

3. buoxmmMmuyeckasi HWHIUBHAYAJIbHOCTHL 4YejoBeka. KoauuecTBeHHass U
KaYeCTBeHHasi BapualdeJbHOCTh (QepMeHTOB. «OObIYHBIC» W «pPEAKHEe» BAPHAHTHI.
Atnnuynsie ¢opmbl pepmenton. Ilomumoppusm depmeHToB M 0e1KOB B NMOMYJISIHUAX
YyeJI0BeKa.

NuauBuayanbHOCTh KIETKM (M B KOHEYHOM CYETE IIeJIOr0 OpraHu3ma) B OO0NbIIOH
CTENIEHU OIpeNieNsIeTCsl YHHMKaJbHBIM HAaObOpoM (EepMEHTOB, KOTOpBIH OHA TE€HETHYECKH
3anporpaMMHpoBaHa Mpou3BOAUTh. OTCyTCTBHE Aa)ke OAHOrO (epmeHTa (KOJIMYECTBEHHAS
BapHabeNbHOCTh) WK €ro Ae(eKT (KauyecTBeHHas BapHalelbHOCTh) MOTYT MMETh CEephe3HbIE
OTpHUIaTeNIbHbIE TOCeACTBUS. MHOTHE TeHHble MyTallUU MPOSIBISIOTCS B BUJE XapaKTEPHBIX
M3MEHEHMH aKTUBHOCTU crnenuduueckux (epmeHToB. B oIHUX ciay4asx y TOMO3HMIOT IO
MYTaHTHOMY T€HY ONpeeNIeHHbIH TUM (epPMEHTATUBHON aKTUBHOCTH MOJHOCTHIO WM MOYTH
IIOJIHOCTBIO OTCYTCTBYET. B apyrux ciayyasx yMEHbBIIEHUE aKTHMBHOCTH, BBI3BIBAEMOE
MyTallMEN, MEHEE 3HAUNTENBbHO. IHOr1a 0TMEUaeTCsl yBEIMUYEHNE aKTUBHOCTH.

MyTaoHHOE U3MEHEHHE MOXKET MPUBECTH K CHHTE3Y CTPYKTYPHO U3MEHEHHOTo OerKa
C JeQeKTHBIMH WIH MOAM(PUIMPOBAHHBIMH KaTAIUTHYECKUMHU CBOMcTBaMu. Hampumep,
3aMeHa OJHOM aMMHOKHCIIOTBI, €CJIM OHA IMPOUCXOAUT B aKTUBHOM LIEHTpE (EpPMEHTA, MOKET
CKa3aThCs Ha CBSI3bIBAHUU CyOCTpaToOB WM KOhepMEeHTOB ¢ OenkoM mpu Karanuse. [IpoaykTom
MYTaHTHOT'O T'€Ha MOKET OBbITh O€JIOK ¢ U3MEHEHHOM CTPYKTYpOM, KaTalIuTH4ecKas akTUBHOCTh
KOTOPOT'O CYIIECTBEHHO HE U3MEHSETCA, TOT1a KaK CTa0OMIIBHOCTh MEHBIIIE, YeM CTa0MIbHOCTh
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HOpMasbHOTO (hepmeHTa. B Takom cimydae pepMeHTHBIN OelIoK OyIeT ObIcTpee JeHATYPHPOBATh
in vivo, KOJINYECTBO aKTUBHOTO (hepPMEHTa OKAXKETCS HUKE HOPMAJILHOTO YPOBHS.

Mosxer ObITh M3MEHEHa CKOPOCTh CHHTE3a ()epMEHTHOro Oenka — JIMOO BCIEICTBUE
MyTalluii B CTPYKTYPHOM T€HE, KOAMPYIOIIEM IOCIEeI0BaTEIbHOCTh aMUHOKUCIOT B Oelke,
0o B pe3yibTaTe MyTallMd Te€Ha, YYaCTBYIOIIETO B PETYJSIUA aKTUBHOCTH TaKOTO
CTpyKTypHOTO reHa. CuHTe3 (epMEHTHOro OelKa MOXET MPEKPATUTHCS WM MPOUCXOIUTH C
MOHMKEHHOM CKOPOCTBIO, TAK YTO €r0 KOJIMYECTBO OyI€T MEHBIIIE, YeM B HOPME.

Bnusiaue Mytanuii Ha onpeneneHHbIH (epMEHT MOXKET OBITh OMOCPEIOBaHHBIM Yepe3
M3MEHEHHE BHYTPUKIIETOYHON KOHIIEHTPAIIMK aKTHBATOPOB M HHTHOUTOPOB.

4. HapymeHusi MeTa00/1M3Ma, CBSI3AHHbIE C €IMHUYHBIM T'€HOM: HENMOJHOLEHHOoe
o0pa3oBaHue BellecTB, HAKOILIEHUe cyocTpara, HAKOIJIEHH e BelleCcTB-
NnpealecTBEHHUKOB, YyCWJIeHHe O00XOAHBIX myTed Meradoausma. Kuaaccupukanus
MOJIEKYJISIPHBIX 00J1e3HeH.

HacnencrBennbsle HapylieHuss oOMEHa BEIECTB — OoJiblIasi TpyIIa HACIEeICTBEHHBIX
3a00J1€BaHU, 3aTparuBarOIIMX paccTporcTBa Merabonu3ma (okono 700 3abosieBaHuid),
OCHOBHasi 4YacThb TPYIIbl METAO0OJIMYECKUX PacCTPOUCTB (MeTabonuyeckue 3a00ieBaHUsA).
Pa3BuTtne OoONBIIMHCTBA W3 HUX SBJISETCS CHEACTBHEM JedeKTa eIWHUYHBIX TEHOB,
KOAMPYIOUINX WHAMBHIYaIbHbIE (PEPMEHTBHI, KOTOpPhIE OO0ECHEUMBAIOT IPEBpAIEHUE OJHHUX
BellecTB (cyOcTparsl) B Apyrue (mpoaykThl). Kak mpaBuUiao nmaTOreHHbIM SIBISETCS HAaKOIUIEHHUE
BEIIECTB, 00JANAIONIMX TOKCHYECKUM JIEHCTBHEM HIIM HapyIIAIOUINX CIIOCOOHOCTH CHHTE3a
JPYTUX KU3HEHHO BAXKHBIX COEIMHEHUH.

Henonnonennoe oOpa3zoBaHue BelIeCTB - TIpynma 3a00jeBaHUM, KOTOpbIE
MPEMATCTBYIOT CUHTE3Y OOJBIINX MOJEKYJ, MPOSBISIOTCS B BUJE NOCTOSHHBIX CUMITOMOB, HE
cBsi3aHHBIX ¢ muTaHueM. Crola BXOIST JIM30COMHBIE, NEPOKCHCOMAbHBIE 3a00JE€BaHUS H
BPOX/IEHHBIE HAPYLICHUS TTIMKO3MIMPOBAHMS U JIP.

Hapymenne HakoruieHust cyOcTpara - OAMH W3 OCHOBHBIX MEXaHHW3MOB IaTOTeHe3a
OonplmMHCTBAa Oone3Heil oOMeHa. B OCHOBHOM 3TO peakiMu MeTabOoJIMYecKoro pacmana
MaKpOMOJIEKYJl C BBICBOOOXKICHHEM SHeprud. B ciydae, Korja HakarIMBaeMblid cyOcTpat
IUIOXO PacTBOPUM, OH HAKaIUIMBaeTCs B KJETKe W 3ammyckaeTcs amonTo3. Eciam xke cyOcTpar
CBOOOJTHO MOXKET BBIBOJUTHCS W3 KJIETKH M €ro KOHICHTpAlWs TIPEBBIIIACT HOPMY
TOMEOCTAaTUYECKOTO YpPOBHS, BO3MOXHO M3MEHEHHE KHCJIOTHO-IEJIOYHOro OanaHca u
HaAKOIUICHHE TAHHOTO CyOCcTpaTa B KJIETKE, B TATBHEHIIIEM 3TO MOXKET MPUBECTH K HAPYIICHUIO
TPaHCIOPTa Yepe3 reMaTodHIedannyeckuii 6aprep APYrux BEIIECTB.

Hapymenre HakoruieHHWsI BEMIECTB IMPEIIISCTBEHHHUKOB — TpuUMep cHHApoM Cwmurta-
Jlemmu-Onuna  (aepuuuT 7-AeTHAPOXOJIECTEPOST penyKTas3bl), HEJOCTAaTOYHAs aKTUBHOCTh
dbepMeHTa 7-IETHAPOXONIECTEPOT PEAyKTa3bl, H3-3a 4YEro HE o00pa3yercss XOJIeCTepol |
HAKaIUIMBAIOTCS €ro mnpenmecTBeHHUKH. bone3np [ome (cUHromumuao3) IM30COMHAs
00J1€3Hb HAKOIUIEHUS TpPU HEAOCTATOYHOCTH (EepMEeHTa TJOKOLEepeOpo3naas3bl, KOTOpas
MIPUBOAMT K HAKOIUICHUIO TIIOKOLIepeOpo3nia BO MHOTUX TKAHSX.

Hapymenne ycuieHnss oOXOIHBIX IyTed MeTaboiim3Ma - BPOXKICHHBIE HapyIICHUS
TJIMKO3WIIMPOBAHUS, TOIUMOp¢Has rpymnmna 0oJe3Hel, 00yCIOBIEHHBIX Ae(heKTaMu pa3InIHbIX
(epMeHTOB, CHHTE3a U TMPOIECCUHIra CIEIUIEHHbIX TIJIMKAaHOB WM OJINTOCAXapuIoB B
TJTUKOIIPOTEHHBI.

Knaccudukanuss MONEKyJIIpHBIX OOJE3HEW: HapylIeHWs aMUHOKHCIOTHOrO OOMEHa
(peHnnKeTOHYpHS, aNKAOTOHYpHs, albOMHU3M); HapyLIIEHHs  YIJIEBOJHOTO  OOMeEHa
(ramaktozemusi, (GPYKTO3E€MHUs, BPOXKICHHBIA CaxapHBIA JTUAOET), HAPYIICHHUS JHIHIHOTO
oomena (Oone3np Tes-Cakca, aTepockiiepo3); HapyIIEHUS TPAHCIOPTHBIX  OEIKOB
(remoryioomHOMaTHH, O0JIe3Hbh Buiibcona- KonoBanoBa); HapylIeHHs: MUHEPAIBLHOTO 0OMEHa
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(HacnencTBeHHAs opMa paxuTa); aHOMAIIUU CTPYKTYPHBIX OEJIKOB (CHHApPOM Depca-
Janioca).

5. 'eneruka remorsioouna. Illonarue o remornodune. Iepexioyenne ri100MHOB B
OHTOTeHe3e.

I'emornobun — OeJOK TpyIIbl TEMONPOTEUHOB, HEOEIKOBAas 4YacTh, TeM CTPYKTYpa,
BKJIIOUaroIasi B ce0si moppupUHOBOE KOJIBIO (cocTosmiee U3 4 MUPPOJIBHBIX KOJIEN) U MOHA
Fe2+. XKene3o cBsi3piBacTcsi ¢ MOPGUPHHOBBIM KOJBIIOM JIBYMSI KOOPIWHAIIMOHHBIMHU U JABYMSI
KOBaJICHTHBIMU CBSI3IMU. DYHKIMS— HACHIIIATh TKAHU OpraHu3Ma KHCIOPOAOM, 3a0upasi mpu
3TOM W3 HUX YTJICKHUCIIBIN T'a3 ¥ BO3BpAIIas €ro B JIETKHE.

Cy1ecTByeT HECKOJIFKO HOPMAIIbHBIX U MATOJIOTMYECKUX BAPHAHTOB T'eMOTJI00HMHA:

HbP — npuMuTHBHBIA TeMOINIOOMH, COAEPXKHUT 2&- W 2g-IleNH, MNPUCYTCTBYET Yy
SMOPUOHOB Mexy 7-12 HenensIMu KU3HH,

HbF — deranbHbIil reMOTIO0NH, COMEPIKUT 20- U 2Y-IICTH, MOSBIIAETCS Yepe3 12 Hemenb
BHYTPUYTPOOHOTO PAa3BUTHS U SIBJIICTCS OCHOBHBIM ITOCIIC 3 MECSIIEB,

HbA — remoriobun B3pocibix, 10Jst coctaBiseT 98%, comaepxut 2a- u 2B-menu, y
i0Ja MOsBISETCS uepe3 3 Mecsla JXKU3HM M K poxzaeHuto cocrasisier 80% Bcero
reMorioOuHa,

HbA2 — remorioOuH B3pOCIBIX, 10Jis1 cocTaBiseT 2%, COMEPKUT 20- U 20-11eMH,

HbS — remorio0MH CeprOBUIHO-KIETOUHON aHEMHUH.

VY yenoBeka B T€HOME MMEETCS] BOCEMb AaKTHUBHBIX TJIOOMHOBBIX T€HOB, 00pa3yrOIINX
nBa cemeicTBa, o U . CeMeiicTBO T'€HOB, OMpPENESAIONINX CHHTE3 (O-TJJOOMHOB (TpU TeHa),
COJIEP’)KUT T'€H, AKTUBHO (DYHKIMOHUPYIOUMI B 53MOpHOreHese (IMCHIOH-IENb), U JBE
OJIMHAKOBBIE KOMHUU O-TJIOOMHOBOTO T'€HA, KOTOPBIE IKCIPECCUPYIOTCS Y TUIOAA U B3POCIOTO
yenoBeka (anbda-uenu). ['ensl u3 B-cemeiicTa (5 reHOB) 3KCHPECCUPYIOTCS HA paHHUX 3Tarax
sMOpuoreHesa (a3era-1enb), BXOAST B COCTaB (PETANLHOTO T'eMOIVIOOMHA ([Ba pa3HbIX IeHa
ramma-1ienei) u MpUCyTCTBYIOT Y B3POCIBIX JItO/IeH (OeTa-11enb U JAeNbTa-11elb).

H3MmeHeHne SKCIpeccHuu pa3iMyHBIX TEHOB TJOOMHA B XOJE pPAa3BUTHUS Ha3bIBAIOT
MEePEKITIOYCHUEM TJIOOMHOB. DTO KIACCHYCCKHA MPUMEDP YIOPSAOYCHHOTO PEryJIUPOBAHUS
9KCIIPECCUU T€HOB B XOJI€ pa3BUTHUsA. ['€HBI B 0- U [ TpyMIax pa3MeIialTcsl B OJJHOU U TOM ke
TPAHCKPHITIIMOHHOW OPHEHTAIIMH, TeHbl BHYTPH KaXJOH TPYIIBI PACIONOKEHBI B TOH XKe
MOCIIEI0BATEIHHOCTH, B KOTOPOH OHU IKCIIPECCUPYIOTCSI B MIPOIIECCE Pa3BUTHSL.

6. Kuaacrepbl rj00MHOBBIX reHOB. TpaHcKkpunuusi rJIOOMHOBBIX Te€HOB H ee
peryJasinusi.

VY uenoBeka anb(a-rIOOMHOBBIA KiacTep BKIIOYAET TPH, a OeTa-rII0OMHOBBINA - MATH
T€HOB, KOTOPBIE PACIIONOKEHBI B MOPSAJIKE UX dKCIPEcCHH B oHToreHe3e. O6a KiacTepa UMEIOT
(baHKUPYIOLIHE PETyNIATOPHBIE IEMEHTHI, 00IIMe ISl BCEX T'€HOB KaXJ10ro Kiactepa. B Gera-
JIOOMHOBOM KJIacTepe TaKHWe dSJEeMEHThl OOHapykeHbl B 5'- m 3'- oOmactsix, a B amb(a-
IJIOOMHOBOM - TOJIBKO B 5'- 00JIaCTH. DTH 3JIEMEHTHI, COJEpIKALINe SPUTPOU]I-CIIeHU(PUIHbIE
runepuyBcTBUTENbHBIe K JIHKaze 1 caiiTbl, Ha3bIBaIOT JOKYC-KOHTPOJUPYIOMIEH OOJIaCThIO
(LCR). O6pazoBanue runepuyBctButenbHbix Kk JIHKaze I caiitoB B LCR mnpenmectByer
Hayanmy oskcnpeccuu TeHoB. LCR HaxomsaTcs Ha A0CTaTOYHO OONBIIOM pACCTOSHUU OT
peryaupyeMbIX TeHOB.

I'en Oera-rnoduna (HBB, knactep Oera-riioOOMHOBBIBX T€HOB) paBeH O05-TH ThICSYaM
nmap HyKJIEOTHUZOB. BHauane iokanusyercsi SMOpHUOHANBHBIA - SICHJIOH-TJIOOMHOBBIA T€H,
CIIEZIOM PACIOJIOXKEHbI JBa (eTalbHBIX TaMMa-TIIOOMHOBBIX reHa (ramma-G u ramma-A).
Brlmenexarye TeHbl OTAEICHBI OT B3pOCIBIX TJIOOMHOBBIX TEHOB (#enbTa M Oera). 2
nceoreHa, (PyHKIIMOHAIbHO HEaKTUBHBIX. Bee 6eTa-rmoOMHOBBIC TEHBI UMEIOT 3 DK30HA B 2
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uHTpoHa. I'en O6era-ro0nHa yenoBeka Jokanusyercs Ha 11 xpomocome.

MuHUMaNIbHBI MPOMOTOP TJIOOMHOBBIX TE€HOB, O00ECIEUMBAIOUINI HU3KUN YPOBEHb
KOHCTUTYTHUBHOM 3KcIipeccuu penoprepHoit koncrpykuuu Bkitodaer CACCC, CCAAT u TATA
O0okcbl. basanbHbIl  ypOBEHb  TPAaHCKPUIIIMOHHON  aKTMBHOCTH IJIOOMHOBBIX T'€HOB
OTIPECIISETCS MPOMOTOPAMHU U MOJIYJIUPYETCS PA3TUYHBIMU MMO3UTUBHBIMH U HETAaTHBHBIMU
PETryJISATOPHBIMU ~ OOJNACTAMU, M D3JIEMEHTaMM, PACIOJIOKCHHBIMH BHE IPOMOTOpa H
00eCNIeUNBAOIIUMU TKaHE- U CTAIUOCTICHH(PUUSCKYIO PETYJSIUI0 TPaHCKPUIIUN TEHOB B
OHTOTE€HE3e U Ipu purpousHoi auddepenuuponke. TkanecrnenunGuuHOCTH OOJIBIIMHCTBA
JIOOMHOBBIX MPOMOTOPOB  ompenensiercs HaimuuueM ¢yHKuuoHanbHeIX GATA-caiiTos,
CBSI3BIBAIOIIUX dpUTpoua-criernuunbiii pakrop GATA-1.

DKCIIPECCUI0 TEHOB TJIOOMHA KOHTPOJIHMPYIOT CIIOKHBIE M yAAJICHHBIE OT 3TUX T'€HOB
PEryJISTOpHBIE MOCIeN0BaTeIbHOCTH. B 6eTa-rmoOuHOBOM KilacTepe KaXKAbld T€H MMeeT
PETyJISTOPHBIE SJIEMEHTHI, MO3BOJISIONINE OCYIIECTBIATh PETYJSIUI0 TPAHCKPUIIIMN B XOJIE
oHrtorenesa. Jloskas pons LCR B perynsauuu nepexitoueHus rI00MHOBBIX TEHOB B OHTOT€HE3€
— MOAJIEpKAHUE XPOMATHHA JIOKYCa B COCTOSIHUM, CHOCOOCTBYIOIIEM SKCIPECCHH TC€HOB, HITH
aKTUBHOE yYacTHe B Ipollecce MEepeKIIoueHUs] TIIOOMHOB B OHTOreHese. BeposTHo, ans
MEPEKITFOYCHUS TCHOB BaKHA KOHKYPCHIIMS MEXIY MPOMOTOPAMH WHIWBHIYAIbHBIX TCHOB
knactepa 3a ¢puznueckuit KOHTakT ¢ LCR. B3aumoneiicteue mexay LCR u npomotopom rena -
nporecc AUHAMHYECKUH, MPEenoiararomuil Bo3sMokHOCTh nepekmoueHnss LCR ot ogHoro
MPOMOTOpA K IPYTOMY.

7. Temorgoounonatun. KadecTBeHHbIe reMOrJ00HHONATHH (AHOMAJbHbIE
remoryioonnbl). KoumnyecTBeHHble remorjioouHonatuu (tanaccemun). CMmelmaHHbIe
reMorJI00MHONATHH.

I'eMornobuHOMaTUN — TpyMiia reMOJIUTUYECKUX aHEMUH, CBS3aHHBIX C HapyllEeHHEM
CTPYKTYpbl WJIM CHHTE3a reMorjioOuHa. Pa3nmn4aror remMorioOMHONATHH, BBI3BaHHBIE
HapylleHHeM CHHTe3a Lerned remMorio0uHa, WM KOJIMYECTBEHHbIC, KaueCTBEHHbBIC, WIIU
CTPYKTYpHBIE TeMOTJIOOWHONATHH, OOYCIIOBIEHHBIE aHOMAIWEH TEPBUYHON CTPYKTYPHI
reMorjio0uHa, T.e. HapylIeHHEM  IOCJIEJOBAaTeIbHOCTH  AMHHOKUCIOT B  TJIOOMHE,
COIPOBOKAAONIEeCS HapylmeHHneM (QYHKIUH WM (QU3HYECKUX M XUMHUYECKUX CBOWCTB; U
CMEIIaHHas IPyMIa - ABOWHBIE T€TEPO3UTOTHBIE COCTOSHUS MO TeHY TaJJACCEMUU U TeHY OJHOM
U3 «Ka4YeCTBEHHBIX)» TeMOTIOOMHONATHH.

OOpa3oBaHue TeHETUYECKH OOYCJIOBJICHHOTO AHOMAJIBHOTO T'€MOTJIO0MHAa MOXEeT
MPOUCXOIUTh B pE3yJbTaTe: 3aMEIIeHUS aMHHOKHCIIOT, HaXOISAIIMXCS Ha TIOBEPXHOCTH
MOJUMENTUAHBIX Lenei II1oO0MHA, YTO MOXET COMPOBOXIAThCS CHMKEHHEM PacTBOPUMOCTH
AHOMAIILHOTO TeMOTJIOOWHA; 3aMelIeHUs] aMHHOKHCIIOT B 00NacTH Mecra (UKcaly Tema,
KOTOpOe CTa0WIM3upyeT MoJekyldly B ¢opme wmerremoriaoouna (HbM), oGmanaromero
MOBBIIIIEHHBIM CPOJICTBOM K KHCJIOPOAY, W BBI3BIBAECT Pa3BHTHE JPUTPOLMTO3a W IIMAHO3A;
U3MEHEHMs TIOCIIeIOBATEIbHOCTH aMMHOKHCIOT B O- WIM [-Iensdx, BbI3bIBaIOIIEe
NecTa0MIN3alil0  MOJIEKYJIbl TeMorjoOnHa (HecTaOWIbHbIE TIeMOTrJI00MHBI); 00pa3oBaHUS
aTUIUYHBIX TETPAMEPOB, COCTOSAIIMX U3 HOPMAJIbHBIX IIETICH.

KayecTBeHHBIE TeMOITIOOMHONATHH: CEPHOBUIHO-KIETOUHAsI 00JI€3Hb; TOMO3UTOTHBIE
reMorJIOOMHONAaTHH, XapaKTepU3yIoIecs J0OpPOKAaYEeCTBEHHBIM TEUCHHEM;
reMOrJI00MHONATHH, BbI3BIBAIOLINE [IMAHO3 U 3PUTPOLUTO3 (M-TeMOrIoONHONATUHN U JpyTHE €
MOBBIIIEHHBIM HWJIM TOHM)KEHHBIM CPOJCTBOM aHOMAJIBHOTO TeMOINIOOMHA K KHCIOPOIY);
reMorjao0MHonaTuy,  OOyCIIOBJICHHBIE  HAIMYMEM  HECTAaOWIBHBIX  IEeMOIVIOOMHOB U
XapakTepusyromuecs: HechepouuTapHOH TeMONIUTHYECKON aHemueil c¢ tenbiamu [eliHna B
SPUTPOLMTAX; I'EMOIJOOMHONATHSA, BO3HMKAIOWIAs  BCIEICTBUE  CIMSHUA  [-Lenei;
reMOTJI00MHONATHSA, XapaKTePU3YIOLIasics yIIMHEHHON O-IeTbIO0 BCICICTBUE MyTallUU
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TEPMUHAJIBHOI'O KOJIOHA.

BoJIbIIMHCTBO aHOMAJIBHBIX TE€MOIVIOOMHOB BCTpEYaeTCsl CpeAd HEOOJbIIUX TPy
POICTBEHHBIX JIIOAEH, HO HEKOTOpPble M3 HUX MOJIY4YHJIM Oojbinoe pacnpoctpanenue (HDS,
CEepIIOBUIHO-KJIETOUHAs! aHEeMUsl, HauboJiee pacpoCTPaHEHHBIN U TSDKEIBIM TUI CTPYKTYPHBIX
remoryioonHonaTtuii). CeprnoBUAHO-KIETOUHASI aHEMHUS SIBJISIETCS TOMO3ZMIOTHBIM COCTOSTHUEM
no remorjgobuny S. 3amena B B-menmn HbS B 6 TOMOXKEHHHM MOJIOKHUTEIBHO 3apsSKECHHOM
[JIFOTAMUHOBOM KHUCJIOTBI HAa HEWUTPAIbHBIA BaJlWH IPUBOJUT K PE3KOMY YMEHBIICHHUIO
pactBopuMocTy HbS B BocCTaHOBIEHHOM COCTOSIHUU (ITOCTIE OT/AaYM KMCIOPOAA).

[Ipu nepemaye reMoriaoOMHONATUM OT OJHOTO M3 POAUTENEH (IeTepO3UTrOTHBIN THII
HAcJIe/IOBaHMs) HOCUTENU IaTOJOTMYECKOro TIeMOIIO0MHa MOryT OBbIThb HPAaKTUYECKU
310poBbIMH J1t0ibMU. [IpHu nepenave reMorino0MHONaTuU OT 000UX poauTeNel (TOMO3UTOTHBIN
THUI HACJIEJJOBAHUs) Y JIeTel BO3ZHUKAET KapTHHA TSHKEIOT0 reMoIn3a.

8. leneTnka rantorjioouHa. 'anToryio0uH: XuMu4ecKasi CTPYKTypa U (pyHKIMH.

lantornoOun — 6emok ocTpoil (a3bl CHIBOPOTKU KPOBH, TTUKOMPOTEH]I, CIIOCOOHBIN
00pa3oBBIBaTh C TEMOTJIIOOMHOM KOMIUIEKCHOE COEIMHEHHE, OOajaromiee MepOKCHIa3HOU
aKTUBHOCTBIO. CHHTE3UpyeTCs B TICUYCHHW, M B HU3KHX KOHIICHTPAIUSAX IPHUCYTCTBYET BO
MHOTHUX KUAKOCTSX OpTaHu3Ma — JUKBOpE, JIUM(pe, CHAHOBUATBHOM KHUAKOCTH, xkemuu. Ok. 1/4
€ro MOJIEKYyJIBl oOpa3zyercst mnonucaxapuaamMu. CHHTE3 TanTorioOWHa BO3pacTaeT IoJ
JECTBHEM TOpPMOHA pOCTa, HWHCYJIMHA, SHAOTOKCHMHOB OaKTepui, MNpPOCTarjaHAWHOB U
nuTOoKMHOB. COCTOMT W3 JIBYX anb(da W JOBYyX Oera-lienei, COeAMHCHHBIX TUCYJIbQUIHBIMUA
Moctukamu. llemm  mpoucxomst oT  oOmiero  Oenka-MpealiecCTBEHHUKA,  KOTOPHIM
MIPOTEOIMTUICCKH PACHICIUISECTCS BO BpeMs CHHTe3a Oenka. [IpencraBiieH Tpemsi TeHEeTHICeCKH
00yCIOBJIEHHBIMH (pOpMaMH, KOTOPBIE OTIUYAIOTCS JAPYT OT Apyra KOJMYECTBOM YTJIEBOJIOB.
®opwmsl rantornobuna: Hp 1-1 (M=85 teic /) — MoHOMep (adpuxaHubl, uHaeks), Hp 2-1
(M=120 teic ) — numep (eBponeiinbl), Hp 2-2 (M=160 TbIc [[) — TeTpamep (SMOHIBI, IEPCHI).

OyHKIMS — CBSI3bIBaTh T€MOTJIOOMH M YYacTBOBaTh B PEAKIMU OCTpod Qa3pl —
BbIpabaThIBA€TCS B OTBET Ha MH(QEKIUIO, MOBPEXKICHHE, OIyXoyeBbli mnpouecc. [Ipu
BOCTAJICHUW BBIMIOJNHAET (QYHKIUU AaHTUOKCHAAHTA, YMEHBINAs TMOBPEKICHUS KIETOK,
MPEISITCTBYET POCTY HEKOTOPBIX OaKTepWid, HANpHUMeEp, KHUIICYHOW IajJ04YKH, IOJIABIISET
BOCTIAJIEHUE 3a CUET YTHETSHHs CHHTE3a MPOCTarJaHHHOB.

YyactByeT B o0OMeHe kene3a B opraHuzMe. [eMornoOuH, coaepiKaluiics B
IPUTPOINTAX, IOCTABISET KHCIOPOJ K TKAHSIM W yJaCTBYET B TPAHCIIOPTE YIVICKHCIIOTO Tasa.
Bpewmst sxxuznau sputporura — 120 qHeit. BolbIIMHCTBO 3pUTPOIIUTOB pa3pyIlIaeTCs B CENE3EHKE
Y TICUYCHH, OJHAKO HEKOTOpas 4acTh — HEMOCPEICTBEHHO B COCYJE C BBIXOJIOM IeMOrJIo0MHa B
KPOBOTOK (BHYTPHUCOCYAMCTHI TreMonu3). B HopMe A0S BHYTPUCOCYAHUCTOTO TEMOJIM3a
HeBenrka. HeOompIroe KOJIMuecTBO TeMOTIIOONHA CBSI3BIBACTCSI C TATOTIIOOMHOM, 3aT€M ITOT
KOMIUIEKC TIOTJIONIAETCS KIIETKAMU PETHKYJIOIHOTEIHATLHON CUCTEMBI, HAl[PUMeEp, CEIe3CHKH.
XKemezo u3 remMornoOMHAa BO3BpamaeTcsi B 00Opa3yroIIuecsl SPUTPOIHUTHL. Eciu cBS3bIBaHUS
CBOOOHOTO TeMOTNI0O0MHA HE MPOMCXOAUT, TO OH TMOMAaeT B MOYKUA U MOXKET MPUBECTH K MX
TTOBPEXKICHUIO.

Hpyrue QyHkuu: Hecnenuduueckas 3alMTa 3a c4eT 00pa3oBaHHUS KOMIUIEKCOB C
OCTKOBEIMM ¥ HEOCNKOBBHIMH  BEIICCTBAMH, TOSBISIONIMMUCS TPH  pachage KIETOK;
MeTabosi3M BUuTaMuHa B12; cTUMYISIMS pocTa COCYIOB U PETYIISAINS UMMYHHON CUCTEMBI.

CHmKeHne ypoBHS TanTOINIOOMHA SIBJISIETCS BaXKHBIM NMPU3HAKOM BHYTPHCOCYIHUCTOTO
reMoJjn3a, FeMOJIN3 BHE KPOBSHOTO pyciia MOHWKEHUEM ranTorIOOMHA HE COMTPOBOXKIAETCS.

CHmxeHmne KoauyecTBa Oeska OTMEUEHO NPU MOPaXKEHUH MEeYeHH, T.K. HapyIIaeTcs ee
CIIOCOOHOCTh K BBIpa0OTKE OENKOB, TEeMOJIMTUYECKUX AaHEMHsX, OEpeMEHHOCTH, TIpHU
MCIOJIb30BaHUU ACTpOreHoB. [Ipu moBpexIeHusX MoveKk ¢ MOUoil TepsoTcs 6K, KOTOPHIE B
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HOPME OCTarOTCs B KPOBOTOKe, Hanpumep, Hp 1-1, oGmanarommii HaMMeHbIeH MOJISKYJIIPHOM
Maccoil cpeau BUaoB ramnroriobuna. [Ipu HedpoTHUecKOM CHHIpOME YpOBEHb OelKa MOXKET
U3MEHSTHCS B TIOOYIO CTOPOHY B 3aBHCHUMOCTH OT '€HOTHITA MAI[UCHTA.

9. CrpykTrypa reHoB rantorjioouHa. I'eHOTHNbI M (PeHOTHNBI TaNTOrJIOOHHA.
Aranrorjoonnemus. I'unoranrorjioonnemMus.

Jloxyc rena Hp na xpomocome 16. Hp denoBeka cymiecTByeT B JBYX aJUICJIbHBIX
dopmax, Hpl u Hp2, mocnemuss Bo3HWKIA W3-3a yacTmyHOro nyOnmpoBanust Hpl reHa.
ITostomy y wuyenoBeka BcTpewatroTcs Tpu reHoruna Hp: Hpl-1 (romosurorssiit), Hp2-1
(rerepo3urotHseiii) 1 Hp2-2 (romosurotssiii). Hpl-1 mpeacraBmser coboit terpamep, 02fB2;
Hp2-1 u Hp2-2 - cMecu mnonIMMEpoB, pa3iMyarolldecss [0 YHUCIy of-IUMEpOB.
CootBercTBYyIOUIME OEIKM HMMEIOT CTPYKTYpPHBbIE U (DYHKIHMOHAJIBHBIE Ppa3IUYMsl, KOTOpPbIE
OKa3bIBAIOT BIMSHHE Ha pa3BUTHE, XapakTep TEUCHUs U MCXOJ psana 3abosneBaHuil. Mexay
(dbeHoTUIaMy CymIECTBYIOT (DYHKIIMOHAIBHBIC PA3AYMs, BKIIOYAs PA3IU4Us B MOIYJISIIUN
OKHCIIUTEIBHOTO CTpecca, peyTWIHM3allMd TEMOBOTO JKelle3a W HMMMYHHOH (QyHKIUH,
OTJIIMYAeTCsd MOJIEKYJIIpHas Macca M d3JeKTpUYecKas IOABHKHOCTh (IOMO3UIOTHBIE) U
cmemadublii Hp 2-1 (rereposurotHslit). Bo3moxkHOCTh ueTkoro ompeneneHust tumnoB Hp,
IIOCTOSIHCTBO MX B TEUCHME JKU3HU U HACIIEZJOBAaHUE B CTPOTOM COOTBETCTBHM C MEHJICJIEBCKUM
pacrnpe/ielieHueM CTajdd OCHOBaHMEM Ui HCIOJIb30BAaHUS 3TOr0 OEJIIKOBO-YIJIEBOJHOTO
COEUHEHMS B KAYECTBE FEHETUUECKOT0 MapKepa.

I'en HP1 cocrour wu3 nsaté 3K30HOB. YeThlpe MNEpPBBIX 3K30HA KOAUPYIOT O —
cyobenuuuny (al), cocrosmuii U3 42 aMUHOKUCIOT, B TO BpeMs Kak IATBIA - KOJUpPYeET b-
cyobenununy. Amnens HP1 moxer Obith nanee moapasnenen Ha HP1F u HPIS, kortopsie
OTJIMYAIOTCSI CBOMMH 0L — LEeNsIMHU (110 3seKkTpodopeTryueckoii noasuxHocTn). 'en HP2 coctout
U3 CEMU 3K30HOB, Koaupyromux 0enok 406 amuHokucaoT. I1lecTs nepBhIX 3K30HOB KOAUPYIOT
00JBIIYyI0 00 — cyObeauHUIy (a2) cocTosAmMi U3 83 aMUHOKHUCIOT M CEIbMOM KOoaupyer b-
cyobenununy. Beposrno, HP2 310 yactTuuHO ayOIMpOBaHHBIN TI'eH, 00pa30BaHHBIN peIKUM
HErOMOJIOTHYHBIM KpoccoBepoM, koTopoe ciuio resl HP1F u HP1S. Hepasublit nepekpect
mexay HP1F u HP1S B rereposzurore HP1F/HP1S nponyuupyer annens HP2, onucannyro kak
HP2FS. Ilepekpect mexay HP2 (HP2FS) u ntu6o HP1F, iu6o HP1S 8 HP2/HP1 rerepo3urotst
npoayuupyrot HP2FF, HP2SS nu HP2SF annenu.

ArantorioOMHAMHSL — COCTOSIHME, XapaKTepu3ylollleecss HaluuyueM HeOOoJbIIoro
KOJINYECTBa ranTorjio0MHa B CHIBOPOTKE KPOBH HIIM K€ €r0 OTCYTCTBUEM, SIBISIETCS MAapKEpPOM
coctostHUsl remonu3a. [lepBuuHas aranTorgoOMHEMHUS TEHETHYECKH JIeTePMHHHPOBAHA.
BropuuHasi - BO3HUKAeT BCJEJICTBHE HCTOLICHUS COJEpKAHUS TanTOrJIoOMHA B CHIBOPOTKE
KpOBHU TNpPU TEMOJIMTUYECKUX AHEMHUAX, OCTPOM TE€MOJIM3€ MU 3a00JeBaHUSAX IE€YEHH, IPH
KOTOPBIX IPOUCXOJUT HapylIeHHe CHHTe3a rantorjiodnHa. EcTecTBeHHOE CHUXKEHUE
KOHIEHTPALUU TarTorao0uHa MPOUCXOAUT BO BpeMs OEpeMEHHOCTH U MHTEHCUBHBIX 3aHATUI
CIIOPTOM, IIPU KOTOPBIX Pa3pyllIat0TCs SPUTPOLIUTHI.

l'unorantornoOMHAMUS — COCTOSIHUE, XapaKTepU3yIolleecs CHIKEHHEM YPOBHSA
ranTorioouHa.

Huszkue ypoBHU rantorioOMHa OOHAapyXHMBAKOTCA IPU BHYTPU- WM BHECOCYIHCTOM
remMoiu3e, HEIPPEKTUBHOM ISPUTPONOI3E, THKEIOM 3a00CBAHUM TEYCHH, TCHETHUYECKUX
(dakTopax y, Ka3zajgoch Obl, HOPMA@JIbHBIX JIIOJCH, a TaKkKe IpPU PAIe MATOJOTHYECKUX
3a00JIeBaHUI TEMOTJIO0NHA, TAKMX KaK CePIIOBUIHO-KJIETOYHAsI aHEMUsI, 0OJIE3Hb TreMOTrI00uHa
C u TanmacceMusi; Takke 1ocije MoOOUYHBIX PEaKLMii Ha IepesnBaHUue KPOBU M ayTOMMMYHHOTO
reMoJIn3a, Kak Ipu MpUoOpEeTeHHON TeMOUTHUECKOW aHeMuH. [Ipu ocTpoM reMoIuTHYecKoM
KpHU3€ BeCh ralTOrJI00MH OOBIYHO MCTOLIAETCS M3-32 OJHOCTOPOHHEIO TpaH3UTa KOMILIEKca €
reMOTJIOOMHOM B II€4€Hb, TIe OH Katabonusupyercs. [loporoelii ypoBeHs ranrorinobuna (0,2 r
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/ 1) ucnionb3oBaics B AuphepeHInaNIbHON TUarHOCTUKE Pa3JIMYHBIX IIEPBUYHBIX U BTOPHYHBIX
IeMOJINTUYECKUX 3a00JI€BaHUH.

10. Teorpaduueckoe pacnpenejieHMe TIe€HOB TranToOrJOOMHA. AccoUHauMs ¢
Pa3JMYHBIMH MYJIbTUH(AKTOPUAIBLHBIMH 32001€eBAHUAMHU. JBOJIIOIHS FANTOII00MHOBBIX
TeHOB.

@dopmbI TanTorI00MHA UMEIOT XapakTepHoe reoppaduyeckoe pacmpocrpanenue. Hp 1-
1 — Adpuka, xopennsie Hapoasl Amepuku, Hp 2-1 — EBpoma, Hp 2-2 (M=160 TeICc []) —
Snonwns, A3us.

l'antornoOuH MoOXeT ObITh MCHOJB30BAaH KaK OJMH U3 DJIEMEHTOB CHUCTEMBbI
OMOXMMHUYECKON JIMarHOCTUKW HACJEICTBEHHON IpEeApacloyioKEHHOCTH K  Ppa3iIMYHbIM
3a00JIeBaHUSAM. Y CTAHOBJICHO, YTO MHIMBHIBI C PA3HBIMH THIIAMH TallTOTIIOOWHA Pa3IndaroTCs
o ummyHurety. Hammpumep, y moneit ¢ resom Hp2 nociie cranaapTHOW HMMyHHU3alUU IPOTUB
Tida WUMMYHUTET BbIE, 4yeM y WHIUBUAOB ¢ Hpl-1. OGHapykeHa Takke CBSI3b MEXIY
YCTOMUMBOCTBIO OpPraHu3Ma K Pa3JIMYHbIM 3a00J€BaHUSAM M THUNaMu rantorijobuHa. Tak, y
monei ¢ Hpl-1 B 3-4 pasza ygame BcTpedaercs neiikemusi, ueM rpu Hp2-2. B ceMbsix O0JbHBIX
apTepuanbHOM runepToHuei ysenndena aonsg Hp2-1. YV O0bHBIX XpOHUYECKUM TreNaTUTOM U
uuppo3om nedeHu Hpl-1 Bcrpeuaercs va 10 % wyamie, yem B 310poBOM momyisiiuu. Puck
3a00J€eTh LUPPO30M IeueHH i MHAUBUAOB ¢ Hp2-2 B 5-9 pa3 Huxke, yem y sun ¢ Hpl-1.
besankoronpHelil IUPpO3 MeyeHH yalle BeTpedaercs y xutened Adpuku n CpemgHeit Asuum
(ocHOBHOM THMN ranrorinobuHa B 3Tux peruoHax Hpl-1), ywem y Hapoanocteir EBpomsl u
Awmepuku, tre pacnpoctpaHeH Hp2-2. YcraHoBieHa B3aMMOCBSI3b MEXKAY OIMpPEAEICHHBIMU
TUNAMM  TanToOrJo0MHAa W  CTENEHbI0 PA3BUTUS  MIIEMHYECKOW  OONe3HM  cepaua.
[Ipennonaraercs, urto ¢eHorun Hp2-2 MoXeT CIyKUTh TE€HETUYECKUM MapkepoM Oosee
BBICOKOTO PHCKa CEepAECYHO-COCYIUCTHIX 3a00JieBaHHM, OOYCIOBIEHHBIX aTEPOCKIEPO30M, a
TaK)Xe MeHee OJIaronpusiTHOro TedeHus 3abosieBanuil. Bapuant rantornoduna Hp2-2 otHocsT
K HeOJarompusTHOMY THITy, TIOBBIIIAIONIEMY BEpOSATHOCTh MPEAPACIONIOKEHHOCTH K
Pa3IMYHbBIM 3a00JI€BaHUSM U MOHUKAIOIIMM YCTOMUNBOCTh OpraHU3Ma K pa3InyHbIM BPEIHBIM
BO3JEHCTBUAM, B YACTHOCTH BO3ACHCTBUIO MIECTULIUOB.

Jlokyc rena Hp Ha xpomocome 16. Hp dyenoBeka cymiecTByeT B JBYX aJUICJIbHBIX
¢opmax, Hpl u Hp2, mocneanss Bo3HMKIA H3-3a 4YacTHuHOro ayomupoBanuss Hpl rena.
BaxxapiM coObITHEM B DJBOJIIONHMH TanTOTJIOOMHOBOTO CceMEWcTBa ObUIO  0Opa3oBaHUeE
DyOIMpYIOLIErocss TeHa W3 €AMHCTBEHHOI'O IPEIKOBOro reHa. YUeTblpe KaTeropuu COOBITHIMA
MOTYT HPUBECTHU K AYIUIMKAIMK T'eHa: (a) clydyaiiHblii HETOMOJIOTMYHBIM XPOMOCOMHBIHN pa3pbiB
u cobbITHe BoccoenuHeHus; (b) HepaBHbIM, HO TOMOJOIMYHBIA KPOCCHHTOBEP MEXIY ABYMS
KOIMSIMU HEKOTOPOM MOBTOPSIFOLIEHCS MOCIIEI0BATEIbHOCTH, KOTOPBIN CIIy4allHO ITPOUCXOIUT
1o obe CTOpOoHBI OT TeHa-euHCcTBeHHOU Komuu; (¢) PHK-onmocpenoBannas Tpancno3umus; (T)
amMIuiiuKaus TeHa 3a cyeT H30bITouHOM perumkanuu. Kmacrep ranTorinoOuHa uenoBeka
00pa3oBaH NMpU HETOMOJIOTMYHOM COEIMHEHHM pa3pbiBa. OauH u3 obumx amieneit (Hp2) B
nokyce Hp xomupyeT cyObeIMHUIlY O-TTOTUIENTH 1A, TIOUYTH BABOE OOJBIINYIO0, YEM T€, KOTOPHIC
KOJUpYIOTCs nByMsl apyrumu oOmmmu amnensmu, HplF u HplS. Tlokazano, uro ren Hp2
COJEPKUT YACTUYHYIO AYIUIMKALMIO I'eHa, O0pa30BaHHYIO B pe3yJbTaTe€ HErOMOJIOIMYHOIO
KkpoccoBepa Mmexay resamu HplF um HplS. Ckopee Bcero, 31o OblI ciay4aiHBI pa3pblB U
BoccoequHeHne. (OpHako [Ba OCHOBAaHUSA B TOYKE COCOUHCHHMS OTJIMYAKOTCS  OT
COOTBETCTBYIOIIMX OCHOBaHMUU B coBpeMeHHOM reHe HplF unm rene HplS, uro ykassiBaer Ha
TO, YTO COOBITUS BOCCOECIMHEHMs] MOTYT OBbITb 0oOJie€ CIOKHBIMH, Y€M TYIOE€ CKBO3HOE
COEIMHEHHUE.

11. Yraesoansblii o0MeH. bnoxumus. Tunossie ¢gopmMbl HapylIeHHs! YIJI€BOJHOIO
o0meHa.
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MeTaboamu3M yIiaeBoJOB B OPraHU3ME YEJIOBEKa COCTOMT U3 CIEAYIOMIMX IMPOLECCOB:
pacilerieHle B MUIIEBAPUTEIHHOM TPAKTe MOCTYMAIOMIUX C MUIIEH MONIHU- U TUCAXapUAO0B 10
MOHOCaxapyu0B, JalbHEHIIee BCACBIBAHNE MOHOCAXAPHJIOB U3 KHUIIEUYHUKA B KPOBb; CUHTE3 U
pacnaji TIMKOreHa B TKaHsX (TJIMKOTeHe3 U TJIMKOTeHOJIN3), IPEXkKE BCEro B MEYCHHU.

I'mukonm3 — pacmaj TIKO3bI, MPOXOSIIEro Yepe3 o0pa3oBaHue IIIFOK030-6-docdara,
¢bpykTo30-1,6-mudocdara u nupyBata Kak B OTCYTCTBHUE, TaK W B IMPHCYTCTBHHM KHCIOpPOIA
(a9poOHBIA TNHUKONK3, B OTIMYME OT aHAIPOOHOro MeHT030(hoc(aTHOrO, 3aBEPLIAIOIIETOCS
o0pa3oBaHHEM MOJIOYHOM KUCJIOTHI UJIH JIAKTATa).

['moxoneorene3 — oOpa3oBaHUE YIJIEBOJIOB M3 HEYIJIEBOJIHBIX MPOJAYKTOB (IUpyBara,
JlaKTaTa, MIMIePUHA, AMUHOKHCIIOT, JIMITHUIOB, OCJIKOB | T.11.).

[TumeBapeHne yriieBOJOB MOYKHO pa3leiUTh Ha HECKOJBKO JTAIlOB: INHIIEBapeHHE,
MpoucxXoJsiiee B MoiocTu pra (dhepMeHThl aMuiasbl), MUIIEBAPEHHE B >KEIyAKe (Kucnas
cpena), NMUIIEBApEHHE M BCAChIBAHWE B TOHKOM KHUIIEYHHMKE (TIAHKpeaTWdecKas oO-amuiasa,
amui0-1,6-riroko3uaasa, oauro-1,6-rimoko3naasa).

I'mukoreHoreHe3 — TIHMKOTeH CHUHTE3MPYETCS B IEPUOJ THINEBAPEHUS W3 TIIOKO3HI,
TpeOyeT 3aTpat 3Hepruu. [ moko3a, mocrynaromnias B KJIeTKy, pochopuiiupyercs npu y4acTuu
AT®. 3arem rmroK030-6-pocdar B xoae oOpaTHMON peakiMu MPEBpAMIAcTCsl B TITFOK030-1-
dbocdar nox neiictBueM Gpepmenta GocoriroKoOMyTas3bl

I'mukoreHonM3 - pacmaj TIUKOTE€Ha WM €ro MOOWJIM3aIMs B OTBET Ha MOBBIIICHUE
MOTPEOHOCTH OpPraHM3Ma B IITI0KO03€. [ TUKOTEH MeYeHH pacialaeTcsl B OCHOBHOM B HHTEpBAIax
MEXTy TPUEMaMH TIHINH, KPOME TOTO, 3TOT TPOIECC B MEYCHH M MBIMIIAX YCKOPSETCS BO
BpeMs (U3MUECKO paboThl, MPOUCXOIUT MYTEM MOCIEAOBATEIHHOIO OTIICTIJICHHUS OCTAaTKOB
TJIFOKO3bI B BHJIE TTI0K030-1-hocdara (pepment riamkorendochopunazoi).

TumnoBbie (opMBI HaApyIIEHHs: THUIOTIMKEMHUU, THUHEPTIIMKEMHH, TITHKOTEHO3BI,
arJTUKOT€HO3bI, TEKCOTIEHTO3EMUHU.

l'unmornukemuueckuit cuHapoM — croiikoe cHmkenue [ TIK Hmke HOpMBI (10 3,3—2,5
MMOJIB/JT), COYETAIONIEECs C PACCTPONCTBOM KU3HENEATEIILHOCTH OpraHn3Ma. Bo3HUKAIOT MpH:
JUINTEIPHOW YMCTBEHHOM U (M3MUECKON Harpyske, HapylleHHsX (QYHKIUU TeYeHH,
HEIOCTaTOYHOCTH TIUKOTEHOIN3a, TOPMOKEHHHM TJHKOreHe3a. [Ipum SHIOKpUHONMATHSIX:
HezpocTaTtok runepriaukemusupyomux ¢akropos (I'K, Honconepxkamme ['TIDK, KA, CTI,
TIIFOKaroH) — HEJ0CTAaTOK TIIFOKOHEOTeHEe3a M TOPMOXKEHHUE TIIMKOTEHOJIN3a, W30BITOK WHCYJTHHA
(B T.u.mepeno3upoBka). [IposBIeHNS: apeHePrUUECKrUe — YyBCTBO T'OJI0/1a, MBIIIEYHAs TPOXKb,
MOTJIMBOCTh, TPEBOTA, CTPaX CMEPTH, TaXUKAP/Hs, apUTMUU HEUPOTSHHBIE — TOJIOBHAs 0OJIb,
TOJIOBOKPYKEHHE,  HapylleHWe  3peHHs,  CIOYTaHHOCTh  CO3HAHHs,  ICHUXWYecKas
3aTOPMOKEHHOCTb.

l'uneprnukemMun — cocTosIHUS, XapakTepusyromuecs yBenuueHueM [ TIK Bbiie HopMbl
(bonee 6,05 Mmosp/n  Haromak). [IpuuMHBI  TUNEPIIMKEMHUU:  SHJIOKPUHONATHH,
HEBPOJIOTUYECKHE U TICUXOTCHHBIE pAacCTPOWCTBA, IMepeelaHue, MaTOJNOTHUS TICUeHHU.
DOHJIOKpPUHONATUM: U30BITOK TUNEPTIMKEMU3UpyomuX (akropoB (Wi ux 3¢¢dekroB) —
aKTUBallMs TJIIOKOHEOTeHe3a M TIIMKOTeHONH3a, OJIoKaga TpaHCMaMOpaHHOTO TepeHoca
TJIFOKO3bI, TOPMOKEHUE YTUIIU3AINH TIIOKO3bI, TeUIUT UHCYIHHA (MITh ero 3G (EeKToB).

12. T'ekcozemun: I'ajgakrozemusi. @pykrozemusi. ®pykrosypus. IleHTo3ypus.
Caxaposypus.

I'excozeMun — COCTOSIHHs, XapaKTEpU3YIOIIMECS YBEIMYECHHUEM COJEp:KaHUSA B KPOBU
TeKCO3 BBILIE HOPMBI.

lNamakro3eMusi: ranato3Hblil AMa0eT HACIEACTBEHHOIO WM BPOXKICHHOIO TeHE3a,
Ha6m0;[aeTc;1 y z[eTeﬁ HCACIIb IMOCJIC POKACHUA, NOBBIMICHUC B KPOBU YPOBHSA T'dJIaKTO3BbI.
lNanakro3a sBIsSETCS OAHUM U3 KOMIIOHEHTOB, BXOISIINX B COCTaB JakTo3bl. HHapymenue
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aKTUBHOCTH (epmeHTa ranakrosza-l-gocdar-ypuauntpancupassl. B HOpMe ramakroza B
MIEYCHHU TIpeBparaercs B raoko3y. [Ipu oTcyreTBun ranakrosa-1-gocharypununrpanchepasst
B OpraHu3Me peOeHKa HAKaITMBAIOTCSA B OOJBIIIOM KOJIMYECTBE ramakTosa-l-docdar, kotopas
[0 TPUHIMITY KOHKYPEHTHOTO WHTUOMPOBAHMS TOPMO3HMT PEAKLUH, B KOTOPBIX YYacCTBYET
IJIIOKO33a. OJTO TPUBOJUT K THIOTJIMKEMHH, HapyIICHUIO HSHEPreTHYecKoro oOMeHa —
HEJIOCTaTOYHOCTH oOpa3oBaHus Mojekyn AT®, 4ro CHmKaeT CKOpOCTh Hpoiudepanud M
(G QepeHIIMPOBKH  KJIETOK pa3iMyHBIX BHYTPEHHUX opraHoB, mnpexnae Bcero [[HC. B
pe3ynbTate peOCHOK TepseT B Bece, IUIOXO Pa3BHBACTCS, IIEYCHb YBEIMYUBACTCS B 0OBEME,
pasBuBaeTcsa IUppo3 medyeHu u ap. llepeBonss peOeHKa Ha HMCKYCCTBEHHYIO IIHETY, HE
COZIepIKAIIYI0 TATaKTO3Y, MOJKHO IPEIYIPEIUTh Pa3BUTHE TAKUX CEPHE3HBIX MTOCIIECICTBUH.

OpykTo3eMuss TPUBOAWT K HAKOIUICHHIO B  KJIeTKax  ¢pykro3o-1l-dhocdara,
(bpyKTO3ypHH, HEIOCTATOYHOCTH (PyHKIMH TedeHu U modek. [lpu ¢pykrozemun y peOeHka B
pe3yibTaTe MyTallMd COOTBETCTBYIOUIMX I'€HOB OTCYTCTBYET (epMeHT ¢pykrTo3a-l-pocdar u
CHIDKEHa aKTHUBHOCTH allbJ0JIa3bl, pacuieruisiioniei ¢pykrosa-1,6-qudocdar. Hakoruienue
M30BITOYHBIX KonmmdecTB (pykroza-1-dochara u ¢Ppykrosza-1,6-mudocdara, Onm3kux 1m0
CTPYKTYpE K TJIIOKO3€, CONPOBOXKAACTCS MX KOHKYPEHIIMEH C TJIOKO30M 3a (hepMEeHTHI.
[TockonbKy MX HpW TaHHOHM MaTOJOTHH OYEHb MHOTO, TO OHH 3aHUMAIOT MECTO TIIFOKO3BI, TEM
caMbIM OJIOKUPYS peaklUH yTIeBOAHOI0, SHEPreTHYeCKOro 0OMEHOB. Y JieTeil cTpajaer TeMIl
pa3BUTHS, XapaKTepHa YMCTBEHHAs OTCTaJOCTh, MOPAKEHHE TEYEeHH M Mp, HEO0OXOAMMO
NEepeBOIUTh peOeHKa Ha JUETy ¢ MUHMMaJIbHBIM KOJIMYECTBOM (PPYKTO3BI.

OcceHuuanbHas  (QpyKTO3ypuss - TEeHETHYEeCKUH JT0OpOKaueCTBEHHbIM  jaedekT
¢pykrokuHasbl. I[Iporekaer 0e3 OTpUIATEIBHBIX CUMITOMOB, XapaKTEpU3YETCs BBIJCIECHUEM
¢pykro3sl B Mouy. Jlepuuur ¢GpykTokuHa3sl B medeHH. HacimeiacTBeHHOe ayTOCOMHO-
pelieccuBHOE 3a00JIeBaHUE.

Opykro3ypust — nedpekt ppykro3o-1-pocharanbaonasbl, MposSBISETCS MOCIE BBEACHUS
B pallMOH COKOB M (PPYKTOB, cojepxamux ¢ppykrosdy. CHUKeHHe KOHIeHTpauuu ¢ocdaros B
KpOBH, THUNEP(PYKTO3EMHS, TsDKENas TUIMOTJIMKEMHUs. BsuiocT, HapyIIeHWsT CO3HAHMUS,
MOYEUHBIN KaHAJIbLIEBBIN alu103. JleueHue: orpanndenue ciuanocrei, ppykToB, oBoLIEH.

[leHTo3ypusi — anMMEHTapHas, TpPU BBIJACIEHHE apaObWHO3Bl W L-KCHIIO3BI TIpU
M30BITOYHOM YHOTpeOneHnu (pyKTOB (CIMB, YEpelIHHM, BUHOIPaaa); U MpOTEKarolas ¢
BBIJICJICHUEM PUOO3bI TIPU MBIIIEYHOW JTUCTPO(UH, BPOXKISHHOH MHOTOHWH, aMHUOTOHHH,
neuuute BuTamMuHa E, compoBokaaeTcss mepepokIeHUEM MBI U pacrajoM HYKJIEOTHIIOB,
cogepkamx D-pubo3y; wuIMONaTHYecKass TIEHTO3YpHsS TIPU PEIECCHBHO HACIeIyeMOM
nedexre Qepmenta L-kcmrynmo3oneruaporeHasbl, NpU  MPHEME HEKOTOPHIX JIEKapCTB
(aMmuponupuH, MOp(HH) U TOPMOHOB

Caxapo3ypuss — TpOSBISETCS TPU HEIOCTATOYHOCTH WM OTCYTCTBHH Caxapo3bl,
M30BITOK HCaXapuJO0B B HEM3MEHHOM BHJIE BBIICISETCS ¢ KaJOM W MOYOH, m3MeHeHue pH
cpeabl BeleT K M30bITOYHOMY poCTy OakTepuil B BEpXHHUX OTJENaX KHILIEYHUKA,
OakTepuaabHble METa0OMUTHl YCHIMBAIOT (YHKIIMOHAIBHBIE HApYIICHUS W OKa3bIBAIOT
TOKCHYECKOE JCHCTBUE.

13. I'nukoreno3pl. TUNbI. ATJIMKOreH03. AHOMAJIUM B 00OMeHe MMPOBUHOTPATHOI
KHCJIOTHI.

I'mukoreno3 — tumosasi popmMa MaToJOTUM YTIIEBOJHOTO OOMEHA; HAKOIIJICHUE M30BhITKA
TJIMKOI'CHA B KJICTKAaX OpraHru3mMa U r’urorjinkeMus . I'muxorenos COIMPOBOKAACTCA HAPYIICHUCM
(GyHKIUMI OpraHOB M CHCTEM OpraHu3ma. [IpuduHBI — MyTali T'€HOB, KOTOpBIE KOIUPYIOT
CUHTEe3 (EepMEHTOB, YYaCTBYIOIIUX B TIUKOTCHONH3e (peke — CHHTE3E TIUKOTCHA).
AyTOCOMHO-PEIIECCUBHBIN THI HacienoBaHus. HemocTaTOYHOCTh TPAKTUYECKH JIF0OOTO
(pepMeHTa, Y4aCTBYIOIICTO B MeTa60JII/I3Me TJIMKOI'€HA, MOKCT BbI3BAThb PA3JIMYHBIC BAPpUAHTHI
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[JIMKOT€HO30B. [ JIMKOTeH HaKaIllJIMBaeTCs MPEUMYIIECTBEHHO B renaTo- U MUOLUTAx. B cBs3u ¢
STUM NPU3HAKU HAPYIICHUN 3aBUCAT OT JIOKAJIM3ALMU MOPaKEHUS U BUAa (EPMEHTOMATHUH.
[IposiBeHne MEYEHOYHBIX TIMKOTEHO30B B CBSI3M C HEBO3MOXXHOCTBIO OBICTPO HCIOJIB30BATh
TVIMKOTeH B KAYECTBE UCTOYHHUKA TIIIOKO3bI — THNOraukeMus. CnabocTh, MbIILIEYHbIE CYAOPOTH U
MHUOTIATHSI — OCHOBHBIE MPOSIBICHUS MBIIICYHBIX JOPM TITMKOTEHO30B.

I'mukorenos I Tuna (6one3us I'upke) —MyTaluu reHoB, KOJUPYIOLUIMX CHHTE3 IIIFOK030-
6-dbocdartazel u TIIOK030-6-hocdarTpaHciiokassl (PEepMEHTHI TIHKOTEHONU3a). Y JeTei
OOHapyXUBAIOT TUIOIIMKEMHIO, JIAKTaTalM103, THUICPIUNHIEMUI0 U TenaToOMeraiuio,
BEIDOKCHHBIC META0OJMWYCCKUE HAPYIICHHS, aJCHOMBI II€YCHH C MOCICAYIoImed HX
MaJIMTHU3AlKEeH!, TeNaToLeIUTIONIIPHbIE KapIITHOMBI.

I'muxoreno3 Il tuma (6omne3np Ilomme) — myTanuu B reHe, KOAUPYIOUIEM CHUHTE3
TJIIOKO3UAa3bl (KHCIIOM MallbTasbl), HAKOIJICHWE H30BITKA TJIMKOT€HAa B JIM30COMAaxX KIIETOK
Pa3IMYHBIX TKAaHEH, MHOKap/1a U CKEJIETHBIX MBIIIIII.

I'mukorenos III Ttuma (6onesnp Kopm, Oone3snp Popbca) — HEIOCTATOYHOCTH
dbepmenta ammio-1,6-TmroK03MAa3bl, HAKAIUTUBACTCS AHOMAJBHBIM TIUKOTEH, MOPAKAIOTCA
MBIIIEYHAs] TKAHb U MIEYEHb.

I'mukorenos IV tuna (6one3us AHaepceHa) — reHerndeckuit aedext amumno-(1,4-1,6)-
TPaHCTIIOKO3UJIa3bl, HapylIaeTcs npespaiieHue 1,4-cBs3eil B Mosiekyie riukorena B 1,6-cBsizu,
9TO M3MCHSCT BETBJICHHE MOJICKYJBI TOJHcaxapuaa, oOpa3yercs aHOMalIbHBIA TJIMKOTEH,
renaToMeraausi U ocTpas Me4YeHOYHasi HeI0CTaTOYHOCTb.

Jleuenne OOJIBHBIX C TJIMKOT€HO3aMH — TPAHCIUIAHTALMS TEYEHU U 3aMEeCTUTEIbHas
Tepanus pepMeHTaMH TITMKOT€HOJN3A.

ArnukoreHo3 (rnukoreHo3 0-ro Tuma) — TUIoBas (opMma HacjaeayeMo MaTOJOTUU
yTIEBOIHOTO 0OMEeHa, TPU MYTAaIlUU T€HOB, KOJUPYIOUINX CUHTE3 (EPMEHTOB, HAaOOJIee YacTo
TJIMKOT€HCUHTA3bI, 00€CTICUNBAIONIUX CUHTE3 TJIMKOreHa B KJeTkax. Hacnemgyercss ayToCOMHO-
penieccuBHo.  [IposiBneHusi:  gepuIUT WIM  OTCYTCTBHE  TJIMKOT€HAa B KIETKax
(TIpenMyIIecTBEHHO B TeMaTo-, a TAKK€ B MUOIUTAX ); 3HAUUTENIbHASI TUIIOTJIMKEMHS] HATOIIAK;
JAKTATaIU03; CYIOPOTH CKEJIETHBIX MBI, AUCTpoPHUUecKre H3MEHEHHs B TKaHAX U
opraHax; 3aJiep>Kka (PU3NYecKOro u MCUXOMOTOPHOTO Pa3BUTHS;, CYIIECTBEHHBIE PAaCCTPOCTBA
KU3HEIESITeIbHOCTH OpraHu3Ma.

[MupyBar (mupoBHHOrpagHas KHUCIIOTa) oOpa3yercs MpU pacUIeIVIEHUU YIJIEBOJAOB,
KUPOB U OenkoB. [IupyBaT — UCTOYHHUK HEPTUH I MUTOXOHAPHUH, IPOU3BOISAIINX YHEPTHIO
KiIetok. Hapymenus —  nmedexTsl  mUpyBaTACTUIPOTEHA3HOTO  KOMIUIEKCAa  WIIK
MUpyBaTKapOOKCHIIas3bl. BONBIIMHCTBO ATUX COCTOSHUM, 3a UcKItoueHueM aedunuta E,anbda-
KOMITOHEHTa THPYBATACTUIPOTEHA3HOTO KOMIUIEKCA, MMEIOT ayTOCOMHO-PEIIECCHBHBIN HIIN
pellecCCUBHBIN CIIETNIEHHBI ¢ X-XpOMOCOMOHM Tum HacienoBanus. Hapyinenne oOMeHa
nupyBaTa HapymaeT (PyHKIIMOHUPOBAHUE MUTOXOHJIPHI, YTO BBI3BIBAET TAKHE CHMIITOMBI, KaK
MOBPEXKICHUE MBI, 33JIep)KKa YMCTBEHHOTO Pa3BUTHUs, CYJOPOTH, HAKOIIEHUE MOJOYHOU
KHCJIOTBI, BeIyllee K W30BITOYHOMY COJEP)KAHHIO KHUCIOT B OpraHu3Me — aiuao3y,
HEJOCTATOYHOCTh (DYHKIMN BHYTPEHHUX OpPraHOB, B TOM YHCJIE CEPJAIA, JETKHUX, MOYeK U
neueHu. BpoxxacHHbI makTaT-anuao3, [logoctpas Hexpormsupyromas sHuedanonatus Jles,
WHTEPMUTTUPYIONIAS aTAKCUSI.

14. Myxkonouaucaxapuao3bl. Tunbl. O0MeH ¢(pyko3bl U MaHHO3bI. Dyko3mu103.
ManH03u103.

Myxkonomnucaxapunossl (MIIC) - rpynmna HaciaeICTBEHHBIX Oosie3HEel 0OMEHa BEIEeCTB,
CBA3aHHBIX C HapylleHueM Merabonu3Mma riaukozamuHoriankaHoB (I'AlY), mpuBoasimiee k
MOpPaXEHUIO OpraHoB W TKaHei. OOycrnoBlieHBl JaHHBIE 3a00JE€BaHUS MYTAIMsIMU TEHOB,
KOHTPOJIHMPYIOMIUX MPOIECC BHYTPUIU30COMHOTO THIPOIN3a MAKPOMOJIEKYII.

© ®I'6OY BO «Yenl'Y»




DoHI OIIEHOYHBIX CPEICTB MO UCHHUILTNHE «I €HETHUECKUH KOHTPOIb OMOXHMUYECKHX TIPOIIECCOB)
1o HanpasjeHuto noarorosku 06.04.01 «buonorus» ®PI'BOY BO «Henl'Y» crp. 15

Myxkonomucaxapuasl u AT — 3T0 AJIMHHBIE LEMOYKHM MOJEKYJ caxapa, KOTOpbIE CIIyXaT
BaXHBIM CTPOUTEJIBHBIM MaTepUaIOM sl KOCTEH, Xpsllel, KOXH, CYXOXWIMM M MHOTUX
JIpyTUX TKaHeW B opraHuzMe. Mykonoaucaxapu03bl 3aKJII04al0TCA B HAKOIUIEHUH Pa3JIMYHBIX
tunoB  ['Al', XapakTepu3yrTCs COMAaTHYeCcKol MaHudecTalueli B BHJAE JIMIEBOTO
aucMop(du3Ma, TemaroCIICHOMETallnell, MOpaKEeHHEeM CepAla, JbIXaTeNbHOM CHCTEMBI,
U3MEHEHMSIMU  CKeJleTa, HEBPOJIOTMYECKOH  CHMITOMATHKOM, IeMaTOJOTMYECKUMH U
oranemoniornyeckumMu  U3MeHeHussiMU.  Bapuabensnocts MIIC  ompenensiercss  THIIOM
HakaruimBaeMoro cyoctpata npu HegocTatouHo nerpazamuu AT (remapancyibdarta,
KeparaHcyibdara, repMarancynbdara). Turmsr:

| — cungpom ['yprep, XapakTepHO CHIDKEHHE AKTUBHOCTH alb(a-HIypOHUIA3bl U
HaKOIJICHUE B TKaHSX JIepMaTaH- U rernapaHcyib(aros.

Il Tum — cungpom Xantepa (I'toHTepa), CHI)KEHHME aKTHMBHOCTH L-umypocymnbgart-
cynbdarasbl U OTIOKEHHE B TKaHSX JiepMaTaH- U remapancyiibdaroB. KiimHIUecKkue mpu3HaKku
MeHee BbIpa)XEHBI, IPOIOJKUTEIBHOCTD KHU3HU Oosblie, yeM npu Apyrux tumnax MIIC.

Il Tum — Canduumno, B 3aBUCUMOCTH OT MPUPOJBI MEPBUYHOTO OMOXUMHUYECKOTO
nedexra BelgenAOT 4deTelpe Tuma: A, B, C, D. B kiuHu4eckoil kapTuHe mnpeoOiagaroT
IICUXMYECKHUE PACCTPOMCTBA: JAEMEHIMsS, arpecCUBHOCTb. IIpOJOSKUTENBHOCTD KU3HU HE
npesbimaet 20 Jier.

IV tun — cunapom Mopkuo, BelienstoT noatunsl A u B. B TkaHsax oTkiajgsiBaercs
kepaTaHcyibgat. [IpeobnanaroT nopaxeHusl CKejleTa U HElPOIOpLUOHAIbHO HU3KUHM POCT.

VI tun — cungpom Maporo-Jlamu, aepuuut dpepmenta apuicynbspatassl B. B Tkansx
HakaruBaeTcsi AepMarancyibdar. @enorunudecku HanomuHaeT MIIC I tuma, HO UHTEIIEKT
HE CHMIKEH.

VII tTunm — cunapom Cnast, nedpuuuT INIIOKYpOHMJA3bl. B TKaHSIX HaKamjauBaroTCs
JiepMaTaH-, renapal- 1 XOHIApouTHHCYIb(paTsl. @enotunuyecku Hanmomuuaer MIIC I tumna, HO
nMeeT Oosiee JOOPOKAYECTBEHHOE TCUCHHE.

®dyko3ua003 (HEOOCTAaTOYHOCTh  O-L-hyko3mmaspl) — peakoe HacIeICTBEHHOE
ayTOCOMHO-pEIECCUBHOE 3a00JieBaHWE U3 TPYNIbl JM30COMHBIX OO0JE3HEH HaKOIJIeHMUS,
CBSI3aHHOE C HEJOCTAaTOYHOCTBIO THJIPOJa3, PACIICIUISIONIMX IOJIMCAaXapuaHble CBsA3H. B
pe3ynbTare BHYTPH KIETOK HaKalUIMBAaIOTCS [Ba Kjacca MaKpOMOJEKYJ: TJIMKOJIMUIUIBL U
TIIMKONpoTenHbl. KimHnueckass KapTHHA XapaKTepU3yeTcsl pa3HOOOpa3HbIMH COMATUYECKUMU
MPOSBICHUSIMU M HapylleHHueM (QyHKUIUU HEPBHOM cuctembl. Pa3Butue KIMHHUYECKON
CUMIITOMaTUKHU 00ycioBieHo myTanuei rena FUCAL, pacnoioxkeHHOro Ha KOpOTKoM uiede 1-
W XpPOMOCOMBI, KOAHMpYMomero ¢epMeHT au30coM o-L-pyko3umazy, ydacTBYWOIIYIO B
pacIleNIeHUH OJINTOCaXxapu0B, BXOAAIIUX B COCTAaB MNIMKOIIPOTENHOB.

MaHHO3UA03bI — pPEIKUE HACIEICTBEHHbIE 3a00JE€BaHUs M3 TPYIIBl JIM30COMHBIX
Oosie3Hell HAKOIUIEHUS C ayTOCOMHO-PELIECCHUBHBIM THIIOM HacieqoBaHus. [ eHeTHuecKu
NeTepMUHUPOBAaHHBIN nedekr ¢epmenta (o- WM [-MaHHO3MIA3bl), YYaCTBYIOUIETO B
pacIIeNyICHUH CIOXKHBIX YIJIEBOAOB B JM30COMAaxX BEACT K HAKOIUJICHHIO METAOOJIIMTOB BHYTPU
KJIETKA C TOCIEAYIOUIMM HapylieHneM e¢ (QyHKuuu. [IpuBoauT K JeTallbHOMY HCXOAY B
paHHEM JETCTBE, CBS3aHHOMY C PE3KHUM pPAaCCTPOMCTBOM pabOThl LEHTPAIbHON HEpBHON
cucTteMbl. YacTUUHOE HapylleHHEe AKTHMBHOCTU (DEPMEHTa BBI3BIBACT PA3BUTHE KIMHUYECKOM
KapTUHbI Ooyiee MSTKMX THUIOB  3a00JIeBaHUS, CONPOBOXMAIOUIMXCS  TYTOYXOCTBIO,
NCUXWYECKUMHU  pacCTPOMCTBAMH,  IOBBIIIEHHOW  BOCHPUUMYMBOCTBIO K  Pa3BUTHUIO
OakTepraIbHON MH(EKIUU U JeOpMALUIMHU CKEIeTa.

15. Caxapublii 1uader. OnpeaesieHne caxapHoro a1uadera. INuaeMuoJI0Trus U
Kiaccupukanms.
Caxapubiii muader (Cll) — rpynma merabonudecknx (OOMEHHBIX) 3a00JIeBaHUM,
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XapaKTEepU3YIOIIUXC XPOHUYECKOM TUIEPIIUMKEMUEH, KOTOpasl SIBISETCS pe3yJbTaToM
HapylUIeHHUs] CEKpelHH WHCYJIUHa, JACWCTBUS MHCYJIMHA WIA O0OUX JTHUX (aKTOPOB.
Xponuueckasi runepriaukemus npu CJI compoBoXkmaeTcss MOBpEXACHUEM, NUCHYHKIHUEH U
HEJOCTaTOYHOCTHIO PA3UYHBIX OPraHoB, OCOOEHHO TIJa3, IOYeK, HEpPBOB, cepila Hu
KPOBEHOCHBIX COCY/I0B.

OaHo M3 camblX pacHpOCTpaHEHHBIX HEMH(EKIMOHHBIX 3a0oJieBaHUM uenoBeka. B
MHAYCTPUAIILHO Pa3BUTHIX CTPAaHAX PACHpPOCTPAHEHHOCTDb 3TOH matosnoruu pocruraer 10-15%.
ITo mporHo3am, yxe k 2025 1. yuciao OOJBHBIX caxapHbIM auadeToM mocturaer 700 MutH
YeJI0BEK, U KaKJJOMY YETBEPTOMY B3POCIOMY BO MHOTMX CTpaHaX MUpa NPUAETCS KUTh C 3TUM
3aboneBanueM. CJ[ mo cBoel mpupoje TeTeporeHeH, 3TO HEe OJHO, a Ledas Tpynna
MeTaboIMuecKux 3a00JIeBaHUM, CYIIECTBEHHO pa3/IMYarolIUXCs [0 PACIPOCTPAHEHHOCTH,
3TUOJIOTMH, TATOT€HE3Y U KIMHUYECKUM MPOSIBICHUSM.

BoiienstoT cieyroniye TUIIbI caXapHOro auadera:

Juaber 1 Tuna (BO3HUKAeT B pe3ysbTaTe pa3pyllieHHUs OOJbIIei 4yacTh OeTa-KIEeTOK C
aOCONIOTHBIM, T.€. PE3KO  BBIPAXECHHBIM JAeQUIUTOM HHCYJIMHA B  OpPraHU3Me):
MMMYHOOIIOCPEIOBAaHHBIM U MIMOMATUYECKU (Heu3BecTHOU 3tuonioruu). [Ipumepno 5-10 %
BCeX perucrpupyemsix ciydaeB C/I.

Juaber 2 tuna (c MperMYIIECTBEHHON MHCYJIMHOPE3UCTEHTHOCTHIO U OTHOCHTEIBHOM
WHCYJIMHOBOM HEIOCTATOYHOCTBIO WM C MPEUMYUIECTBEHHBIM HapyLIEHUEM CEKpELUU
WHCYJIMHA C WHCYJWHOPE3UCTEHTHOCThI0O Wi 0e3 Hee). Camast pacmpocTpaHeHHas (opma
sTOro 3aboneBanus, 6osaee 90 % Bcex 3aperucTpupoBaHHbIX ciydaeB CJI.

Hpyrue cnenuduueckue Tunel auadera (dopmbl 3a007€BaHUS C  TOJHOCTBIO
W3YYEHHBIMU JTHOJIOTMEM ¥ TIATOTEHE30M): TeHeTH4YecKkue nedexThl (GyHKUUU [-KIEeTOK,
reHeTH4ecKkue JeeKkThl JeMcTBUS MHCYJIuHA, 3a0ojieBaHUS HK30KPHMHHOTO ammapara
MOJKENYOYHONW Kele3bl, 3HJIOKPUHONATHH, OuadeT, WHAYLUPOBAHHBIM JIEKapCcTBaMHM WIIU
XMMHUYECKMMHU BeIEeCTBaAMM, HWH(EKIHMH, HEOObIYHbIE (OPMBI HMMMYHOONOCPEIOBAHHOIO
nuabera, Ipyrue reHeTH4eCKHe CUHAPOMBI, MHOT/1a aCCOLIMUPOBAHHBIE C TUA0ETOM.

I'ecraumonnsiii caxapusiii nuaber (CJl u HapylleHHEe TOJIEPAHTHOCTH K TJIIOKO3€,
BIIEPBbIE BBISIBICHHBIE BO BpeMsi O0EpEMEHHOCTH).

16. Caxapublii auader W uHCyJuH. CTPyKTypa HWHCYJIMHA W TPOUHCYJIUHA.
MexaHu3M BO31eHCTBUSI HHCYJIHHA.

Hapymenue cekperiuy MHCYJIUHA BCIEACTBUE AECTPYKLIUHU OeTa-KIeTOK — abCOMOTHAs
HEJ0CTaTOYHOCTh MHCYJIMHA — SIBJISIETCS] KIIOUEBBIM 3BEHOM IAaTOreHe3a caxapHoro jauadera

1-ro tuna. Hapymienue neHCTBHS MHCYJIMHA HAa TKaHM — OTHOCHTENbHAs WHCYJIMHOBAsS
HEZ0CTaTOYHOCTh — MMEET Ba)KHOE MECTO B Pa3BUTHUU CaXxapHOTro auadera 2-ro TUIa.
WHCynuH — ropMoH OelKOBOM NpHponbl, oOpazyercs B OeTa-KJIETKaX OCTPOBKOB

Jlanrepranca Mo KETYI09HON kKenne3bl. OKa3bIBaeT BIUSHUE Ha OOMEH BEIIECTB MPAKTHYECKU
BO BceXx TKaHsAX. OCHOBHOE JEWCTBHE WHCYIMHA — PETYJIHPOBAHHE YTIEBOJHOTO OOMEHa, B
JaCTHOCTH i YTI/IJ'II/BaI_[I/ISI TJIFOKO3bI B opraHmMe. YBGHI/ILII/IBaeT HpOHI/IHaeMOCTI)
IIa3MaTHYeCKUX MEMOpaH HJisi TJIFOKO3bI, aKTUBUPYET KIIOUeBble ()EPMEHTHI TIIMKOJIH3a,
CTUMYJIUPYET 00pa30BaHUE B MEUEHW M MBIIIIAX U3 TJIOKO3bI TIMKOT€HA, YCUJIMBAECT CHHTE3
KHUPOB U OEJKOB, MOJABISIET aKTUBHOCTh (PEPMEHTOB, PACLICTUISIONIMX TIUKOTEH U HKHUPHI
(anTHKaTaboMMUecKkuit 3P heKT).

Mornekyna MHCyIMHA 00pa3oBaHa ABYMS MOJUNENTHIHBIME HEMSIMH, coaepKammmu 51
AMUHOKHUCIIOTHBIA OCTaTOK: A-Ielb COCTOMT W3 21 aMHMHOKHCIOTHOTO oOcTaTtka, B-memb
obpa3oBana 30 aMHHOKHCIOTHBIMU OCTaTKaMu. [lomumenTHaHbIE MU COSAMHSIOTCS IABYMSI
TUCYNb(UIHBIMA MOCTHKAMH dYepe3 OCTaTKH IHCTEWHA, TPEThs OUCYIb(PHUIHAS CBS3b
pacrionioskeHa B A-uieriu. [lepBuuHast CTpyKTypa MHCYJIMHA Y Pa3HBIX OHMOJOTMYECKUX BHUIOB
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HECKOJIbKO Pa3IMYaeTcs, KaK pas3jin4yaeTcsi U e€ro BaXHOCTh B PEryJLUM OOMEHa yIJeBOJOB.
HauOosnee 011M3KUM K 4€I0BEYECKOMY SIBJISIETCS MHCYJIMH CBUHBM, KOTOPBIH pa3ianyaercs ¢ HUM
BCEr'0 OJIHUM aMUHOKHCIIOTHBIM OCTAaTKOM.

[Tpu cunTe3e MHCYNIMHA 00pa3yeTcsl HEaKTUBHBIN MPEIIIECTBEHHUK TOPMOHA, KOTOPBI
IIOoCJIe psAfla XUMUYECKUX IIPEBPALICHUM B IIPOLIECCE CO3PEBAHUS IPEBPAIACTCS B aKTUBHYIO
dopmy. I'eH, KOIUPYIOIIMKA TEPBUYHYIO CTPYKTYpY NpEAIICCTBEHHHKAa WHCYJIHMHA,
JIOKaJM3yeTcst B KopoTkoM 1ieue 11 xpomocomel. CuHTE3upyeTcs NenTUA-NPeIEeCTBEHHUK —
T. H. nmpenpouHcyauH. OH mpeacTaBiseT co00i MOTUNENTHIHYIO IeMb, MOCTPOSeHHYI0 U3 110
aMMHOKHUCIJIOTHBIX OCTaTKOB, M BKJIIOYaeT B ce0s PACHOJIOKEHHbIE IOCIIeA0BaTeNbHO: L-
nentunl, B-nentun, C-nentua u A-nentui. [loutn cpaszy mocie cMHTE3a OT 3TOM MOJIEKYJIbI
oTuIenIsieTcss curHainbHbli (L) mentua — mocneaoBaTenbHOCTh U3 24 aMUHOKHCIIOT, KOTOPBIE
HEOOXOAUMBI JUIsI TIPOXOXKACHUSI CUHTE3UPYEMOI MOJIEKYJbl depe3 ruapo(oOHyI0 JTHITUAHYIO
MeMOpaHy 3H0IIa3MaTHYecKol cetu. OOpa3yercss IPOUHCYJIMH, KOTOPBIA TPaHCIIOPTUPYETCS
B KOMITIEKC ["OJIb/KH, T/1€ IPOMCXOIUT CO3PEBAHME MHCYJIMHA — C TIOMOIIBIO CIIEIU(PHUECKUX
sHONenTUAa3 Belpesaercs C-menTu — QparMeHT u3 31 aMUHOKHUCIOTHI, coequHstomuil B-
uenb U A-nenb. To ecTb MoJieKyJa MPOMHCYJIMHA pa3/esieTcsl Ha MHCYJIUH U OMOJIOTMYECKU
MHEPTHBIN NENTUIHBIA OCTaTOK. B CEKpeTOpHBIX IpaHyllax MHCYJIHMH, COCOUHSACH C MOHAMU
[IUHKA, 00pa3yeT KPUCTAUTMYECKUE TeKCAMEPHBIE arperarsl.

WHCynuH  ocyliecTBiIsieT CBOC  JieficTBUe depe3  OeloK-pelentop, CIOKHBIN
MHTETPaJIbHbIN OENOK KIETOYHOM MeMOpaHbl, MOCTPOECHHBIH M3 JIBYX cyObeauHul] (a u b),
KakJas M3 HUX oOpa3oBaHa JBYyMsl MOJMIENTHAHBIMHU IenodykamMu. WHCYNIHH ¢ BBICOKOH
CeUn(UIHOCTBIO CBS3BIBACTCS M PAcloO3HACTCS a-cyObeAMHUIIEH penenTopa, KoTopas Mpu
MPUCOEAMHEHUH TOpPMOHA HW3MEHSET CBOIO KOH(OpMaluio. OTO NPUBOAUT K IOSBICHUIO
TUPO3WHKWHA3HONW aKTUBHOCTU y CyObEeOUHMIBI b, YTO 3amyckaeT pa3BETBICHHYIO IIeTb
peakuuii MO axkTUBAaUUM (EepMEHTOB, KOTOpas HauyuMHaeTrcs ¢ ayTodochopriinpoBaHUs
penentopa. Y CHUIEHHE TOCTYIUIEHUS [VIFOKO3bI B KJIETKY CBSI3aHO C AaKTUBHUPYIOIIUM JIEHCTBUEM
MIOCPEHUKOB HWHCYJMHA Ha BKJIIOYEHHE B KJIETOYHYIO MeMOpaHy NMTOIUIa3MaTHYECKUX
BE3UKYI, COJiepKaLIMX OeoK-nepeHocurk riroko3sl GLUTA4.

17. HacaeacrBenHble  ¢opmbl  caxapHoro auadera. HaciaencrBennas
NpeapacnoI0:KeHHOCTh K caXapHOMY AualeTy M 3BOJIIOI U Ye/I0BeKa.

Ponb HacnencTBeHHOCTH B pa3BUTUM MMMYyHoomnocpenoBaHHoW ¢opmbl CJ[ 1 Tuma:
BBISIBJICHA 4Y€TKas 3aBUCUMOCTb pucka pasButuss CJl1 oT Hanuuusg y manueHTa HEKOTOPBIX
antureHoB rtucrocoBmectumoctu (B8, B15, DR3, DR4 wu np.). Hacnenyercs He camo
3a0ojeBaHMe, a OCOOCHHOCTM MMMYHHOH CHUCTEMbI, CHOCOOHBIE, TpPH OMNpPEIEeTCHHBIX
YCIIOBUSAX, MPHUBECTU K 3aMyCKy (TPUITHPOBAHMIO) ayTOMMMYHHBIX PEaKLMH, pa3pyIIarolux
OeTa-KJIeTKH OCTpoBKOB JlaHrepranca u BbI3bIBatonux paszButue CJI. Y TOMO3ZHTOTHBIX
6mu3HenoB B 50-60 % ciryyaeB OJTHOBPEMEHHO Pa3BHBAETCS MMMYHOOIOCpeIoBaHHas (opma
CI 1. be3 Ttpurrupyromux (akToOpoB TEHETHUYECKas TMPEeapaclooKeHHOCTh MOXET He
peanu3oBatbesl ((akTopamMH SBISIOTCS TMOpaKalOIIME MEYeHb W IOJDKEITYAOUHYIO KeJe3y
BHUPYChI, XHMUYECKHE BEIIECTBA).

B passutun CJ] 2 Tuma HacleNCTBEHHAs OTATOIIEHHOCTh MMeEeT OoJibliiee 3HAUYEHUE,
yeM npH 1 Tune. Y roMO3UTOTHBIX OJIM3HEII0B KOHKOPIAHTHOCTH 1o HacienoBanuto C/12 69-90
%. Tun nacnenoBanusa CJI 2 nomurennsiii. B passutun CJl 2 Thna KIOYEBYIO POJb UTPAOT
creayiomye (GakTOpbl: HACIEACTBEHHAs IPEAPACIIONIOKEHHOCTh, BO3PACT; OXHPEHHE;
MaJIOTIO/IBIKHBINA 00pa3 KU3HU; AHa0EeTOreHHOE MUTaHHE.

Hpyrue cneunpuyeckue tunsl CJl sABIAIOTCS MOHOTeHHBIMU. |'eHeTHueckue neqexTsl
B-KIeTOK MNPUBOAAT K pazIu4HbIM (GopMaM «JIuabeTa MOJIOABIX CO B3POCIBIM HayaloM»»
(MODY), Takxe U3BECTCH MUTOXOHIPHATIbHBIN caxapHbiii quadet. MODY -TUIbI HACIeAyOTCS
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[0 ayTOCOMHO-IOMHHAHTHOMY Tuily. OcoOeHHOCThIO KimHUYeckoro teueHuss MODY -tunos
CH sBusercs [eOroT 3aboieBaHUS B MOJIOAOM BO3pacTe U CTaOMJIBHOE TEYEHUEe C
OTHOCHUTEIIbHOW WHCYJIMHOBOW HEJIOCTaTOYHOCTBIO 0€3 CKIIOHHOCTH K Keroanujozy. MODY-1
BO3HUKAeT B pe3yJbTaTe MyTallud, BIUSIOIIEH Ha TIenaToOLMTapHbIM saepHbll (akrop 4-
anbda, HapyIIaeTCsl CEKPeIHs MHCYJIMHA U BO3HUKAST XpOHUUEcKas runepriukemus. MODY -2
BO3HHUKACT IPU MyTaluu (pepMeHTa TIFOKOKMHA3bI, BIMSIOLIETO0 Ha YyBCTBUTEIIBHOCTH OeTa-
KIETOK K rimokoze. MODY-3 — pesynbraT MyTaluM T'€Ha, KOAWPYIOUIETO TeHaTOIHUTapHbIHI
snepublii  pakrop l-ambdpa. MODY-4 - crnoHTaHHas MyTalUs T€HAa TPAHCKPUIIIMOHHOTO
(bakTopa, peryJupyromero pa3BUTHE MOHKEITYI0YHOH jKeIe3bl U KCIPECCHIO psijia TeHOB OeTa-
KJIETOK, BKJItO4ass reH uHcyiuHa. MODY-5 — cBs3aH ¢ MyTtauumel, Hapyumamoomeil paboty
rernaTouuTapHoro sipepHoro (akropa 1-O6era. MHUTOXOHIpHATIBHBIN IHA0ET pa3BHBAETCS B
pesyabTare mytauuu B JIHK Mutoxonapuii, Hepeako coueTaercs ¢ rIyXoToi (Hacieayembli o
MaTEpUHCKOH JIMHUHM CHHAPOM caxapHoro auadera u riayxotsl, MIDD).

Ectb runoreza 00 ajanTHUBHOM HMHCYJIMHOPE3UCTEHTHOCTH, BbIpaboTaBIIEiics B Xoje
9BOJIIOIMH. VHCYJIMHOPE3UCTEHTHOCTh — MEXaHM3M, KOTOPBI IO3BOJWI TOJOBHOMY MO3TY
IIPEIKOB YEJIOBEKA pa3BUBATbCSl M YBEJIUYMBATHCS B O0OBEME B YCIOBHUSX HEIOCTATOUYHOIO
MIUTaHUS, KOTJa CHUYKAETCSl UyBCTBUTEIIBHOCTh K MHCYJIUHY KJIETOK MBIIIL, I€YEHH, )KUPOBOI
TKaHU U JAPYTHX Nepu(epruuecKux OpraHoB, T.€. 3aKPEIUICHUE FeHOB MPEIpacioioKEHHOCTH K
CHA (moMuMO MOHOTEHHBIX cjedaeB 3a00JIeBaHUS) — 3TO SBOJIIOLMOHHO 3aKpeIUICHHBIN
3aIUTHBIA MEXAHNU3M, HY>KHBIH JIJIs1 BBDKUBAHUS B DKCTPEMAJIbHOW CUTYyallun

18. MeTa60,113M aMHUHOKHCJI0T. O01Iasi XapaKTepUCTHKA AMUHOAINA0NATHI

WHTerpanabHbIM  TOKa3aTesneM OeIKoBOro oOMeHa sBISETCS a30TUCTBIA OanmaHc —
pasHUIa CYTOYHAs MEXIY KOJMYECTBOM a30Ta, MOCTYMHUBIIUM B OpPraHU3M, M KOJIWYECTBOM
a30Ta, BBIJENCHHBIM M3 HEro (B T. 4. ¢ MOYOM M KajllOM B COCTaB€ MOYEBMHBI, MOUYEBOM
KHUCJIOTBI, KpeaTHHA, COJIEH aMMOHUS, aMUHOKHUCIOT U T. 1.). Huddepennupyror 3 BapuanTa
a30TUCTOrO OajaHca: HyJeBOW, KOJIMYECTBO MOCTYHAIOIIEr0 U BEIBOAMMOTO a30Ta MPAaKTHYECKU
COBMAJIaeT (XapaKTepeH s 3J0POBOI0 B3pPOCIOr0 YEJIOBEKA); MOJOKUTENbHBIN, KOJTUYECTBO
a30TUCTBIX COEJMHEHUH, MOCTYNUBUIMX B OPraHM3M, BBIIIE, Ye€M BbIBEIEHHBIX (y aereil, y
B3pOCJIBIX IIPU pereHepaluy TKaHeH Wi OepeMeHHOCTH, M TMpH [aToJOTUU -
TUIEPIPOLYKIIMM COMAaTOTPOITHOIO TOPMOHA MM MOJIMIUTEMUN ); OTPULIATEIbHBIN, KOJIUYECTBO
MOCTYNAIOUIETr0 a30Ta MEHbBIIIE, YEM BBIBOJIMMOTO, IIPU TOJIOAAHHUHU, CTPECC-PEAKLIUAX, TSHKEIIOM
TEUEHUH CaXxapHOro auadera, FTUIEepKOPTHIIN3ME.

Tunossie (Gopmbl paccTpoHCTB oOOMeHa OEJIKOB M aMHHOKHCIIOT: HECOOTBETCTBHE
KOJINYECTBAa U aMHUHOKHUCIIOTHOTO COCTaBa OeJiKa, MOCTYMHAIOIIEro B OpraHu3M, HOTPeOHOCTSIM B
HEM; HapyllleHne TPaHCMEMOPAHHOTO MEePeHOCa aMUHOKHCIOT U3 KUILIEYHOIO TPAaKTa B KPOBb;
OTKJIOHEHUS] OT HOPMBI COZIepKaHMsl Oesika B jJa3Me KpOBH; pacCTpOMCTBa IHapojm3a Oeska B
KEITyJTOYHO-KUIIEUHOM TpakTe; TMaToJIOTUs KOHEYHBIX JTalnoB KaTaboiu3Ma OesKoB;
HapyleHrne MeTaboau3Ma aMUHOKHUCIIOT.

Hacnencrennslie HapyieHUs 0OMEHa aMUHOKHUCIIOT (II€pBUYHbIE aMUHOAIIUIOTIATHH )
— 3T0 OoJiplIasi TPyMIa BPOXKACHHBIX 3a00J€BaHUM, B OCHOBE KOTOPBIX JIEKHUT T'€HETUYECKH
00yCJIOBJICHHOE HapyIIEHHE CHUHTE3a pa3IMYHbIX (DEPMEHTOB, a OCHOBHBIM KIMHHUYECKUM
MpOsIBIICHUEM SIBISieTCsl MeTalonudeckas HHIedanonartus. 3aboieBaHUs 3TOH TPYIIIbI
MOHOI'€HHOI'O TPOMCXOXKIEHUSI M HMEIOT ayTOCOMHO-PELIECCUBHBIA THUIl HACJIEIOBaHUS.
Haubonee pacnpocrpanennsie [IA: deHUTKeTOHYpHs, aIKaAOTOHYPHS, IUTPYJUTHHEMHUS,
TUCTUJIMHEMUS, TOMOLMCTUHYPHsSI, ApTUHUHSIHTApHAS auugypus, TUPO3HUHEMMs, JIEHIMHO3,
HEKETOTHYECKas THUMEpPIrIMLIUHEMHUs, LUCTUHO3. OTH 3a00JIeBaHUSA OTIMYAIOTCS OOJBLIINM
pasHooOpa3ueM TEUYeHHs, MPOTHO3 MX Pa3MdeH — OT BIOJHE OJarompusTHOro, naxe 0e3
JICUEHUs, IPU ATKANTOHYpUH (HapylieHre oOMeHa THPO3UHA) 10 TsKENeHIIel Mecuxuaeckon
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U (u3uyeckod MATOJIOTMH MPH TUNEPBATMHEMHUH, HHUTPYUTUHYpun u 1p. CoBpeMeHHBIE
MPEJICTAaBICHUS] O BPOXKICHHBIX META0OJMYEeCKHX OO0JNe3HSX B 3HAUUTEIBHOW Mepe
OCHOBBIBAIOTCS HA PE3yJIbTaTaxX U3yYeHHs HapyIIEHU 0OMeHa aMUHOKHCIIOT.

B Hacrosiee Bpemst uzBecTHO Ooisiee 70 BpOXAEHHBIX aMUHOALMIONATHN; YHUCIIO
HapyluleHui kaTabonu3mMa aMHHOKHCIOT (mpuMepHO 60) HAMHOIO MPEBOCXOJIUT KOJIHYECTBO
HapylieHui ux Tpascnopra (mpumepHo 10). Kaxxnoe u3 3TUX HapylIEHUI BCTpEUaeTcsl peaKo;
ux yactora kojebnercs ot 1:10000 mns penunkeronypuun mo 1:200 000 ayis ankanTOHYpHUH.
OnHako UX CyMMapHasi 4acToTa COCTaBIIsieT, BepoaTHO, 1:500-1:1000 kuBbIX HOBOPOKICHHBIX.
AMUHOAMIONATUSIM CBOMCTBEHHAa OMOXMMHYECKash U T€HETHYecKas reTeporeHHoCTh. boiee
YeM B IIOJIOBHHE CIIy4aeB IpH HApyMIEHWsX CTpafgaeT (yHKIUS HEHTPaJbHOW HEPBHOMN
CHUCTEMBI, YTO TPOSBISETCS OTCTaBaHMEM B pPa3BUTUH, CYAOpPOraMH, paccTpOWCTBaMU
YYBCTBUTEJIBHOCTH WJIM TOBEAECHYECKHMMH cJIBUramMu. KiMHMUYeCKHE MpOSBIEHUS MHOTUX
COCTOSIHMI MOKHO MPEIOTBPATUTH WU OCIA0UTh MPH PaHHEW NUArHOCTHUKE U CBOEBPEMEHHOM
Hayajie aJeKBaTHOTO JiIeUeHHs (OrpaHHuYeHUE Oelika W aMHUHOKHCIOT B JIUETE WU JT00aBKHU
BUTaMHHOB).

19. ®ennaxeronypusi. Tupozunonatuu (a1b0MHU3M, THPO3UHEMHUH, THPO3UHO3bI).
AJIKaNITOHYPHSI.

DeHUITKETOHYpHUSl - HaclleJICTBEHHas: 0oJie3Hb, OOYCIIOBJICHHAs HapylIeHHEeM OOMeHa
(beHnaNaHuHa, TPOSIBISIONMIAsCS OTCTaBaHHEM (U3WYECKOTO M ICUXUYECKOTO Ppa3BUTHS,
paccTpoiicTBaMM  JIBIDKEHHWH W MBIIIEYHOTO TOHYca (TUNEPKUHE3UH, JTUCKUHE3UN);
Haclenyercd 1O ayTOCOMHO-penieccuBHoMy — Tumy. CyMMapHass — 4acTtoTa  Cpeau
HoBOpOXkJIeHHBIX 1:2 000 — 1:5 000, cpenu nereit ¢ HapymieHneM pazputus 1:3 — 1:5.

Jleuenne kiaccuueckor @.: muerorepanusi.

Atunuunas @. - gactora 1:30 000 HOBOpOXAEHHBIX, JIoKamu3aus resa 4p15.31,
nepuIUT (PepMEHTOB CHHTE3a M peaKkTUBALMU OUONTEpHHA - AUTUIAPONTEPUIAMHPETYKTA3BI,
TeTparuponTepuHCHHTa3bl.  [laToreHe3 -  HEIOCTaTOYHOCTh  (epMEHTOB  oOMeHa
(dheHunananuHa, TUPO3UHA U TpunTodaHa, rTyOOKHE pacCTpoCTBa 0OMEHA MOHOAMUHOBBIX
HelpoMeanatopoB. Cpoku MaHu(ecTaluu — MepBbie MECAIbI )KU3HU. KITMHIUecKkne mpu3Haku
— MBbIIIEYHas! TUIIOTOHUS, 33J€pKKa MCUXOMOTOPHOTO pa3BUTHA, CyJOpOTH, TeTpamnapes,
9K3EMAaTO3HbIE M3MEHEHHsI KOXKH, HeOOBIYHBbIN 3amax mMouu. JlabopaTopHble MpU3HAKH —
BBICOKOE COJiepKaHue (eHHIaJaHMHA B KPOBH U MoOYe, MOJIOKHUTENbHas mpoba deiuHra,
OTCYTCTBHE MaJIcHUS YPOBHS (DeHHUIIATaHWHA B KPOBH MPHU HArpy3ke OuontepuHom. JleueHue:
nueTa ¢ orpanndenrem Oenka u perwmnananuna, L-JIOITA 10-15 mr/kr, S-okcutpunrodan 10
MTI/KT, ipenapaThl (OTHEBON KUCTOTHI.

AnpOMHU3M - peAKoe, TeHEeTUYECKU HaclenyeMoe 3a0oJieBaHue, XapaKTepH3yrolleecs
MOJIHBIM WJIM YaCTUYHBIM OTCYTCTBHMEM NUIMEHTa MeJlaHMHA B BOJIOCaX, KOXKE€ M TJazax.
[Tpuunna 3a001eBaHus - TOBPEKIACHUE TUPO3UHA3BI — (EPMEHTA, OCYLIECTBISIONIETO CUHTE3
MeJaHWHA. TOpaXkaeT JIoJIed BCeX ATHUYECKHUX TPYII, YacTOTa BO BCEM MHUPE COCTaBISET
npuMepHo oauH ciayyait w3 17 000, pacmpocTpaHeHHOCTh HauOojiee BBICOKA Cpelu JIUI]
adpUKAHCKOTO MPOUCXOKIEHUS, MPOKUBAIOIINX B cTpaHax AQpuku K rory ot Caxapsbl.

Tupo3unemus - 3a0o0JIeBaHUE, CBSI3aHHOE c neUuImTOM aKTUBHOCTH
¢bymapuaneroaneTaT-ruIpoiasbl, 'eH JOKanu3oBad Ha 15-it xpomocome 15q23-q25. MyTtauuu
MPUBOJIAT K HAPYIICHUIO METa0OJu3Ma THpPO3WHA C TOBPEXKIECHUEM TI€UeHHU, IOYeK,
nepudepudeckux HEpBOB. [lepBBIM MOPaKEHHBIM OPTaHOM SIBISICTCSl TE€YEeHb, B TEUCHUE
MEPBBIX MECALEB KU3HU OTMEYAIOTCS HadajbHbIE MPOSBICHUS MMEYCHOYHOW IUCHYHKIMH C
OTJIaJICHHBIM MCXOJOM B LHPPO3 MU IMEYEHOUHYIO KapuuHoMmy. Kak mpaBuio, MpUCYTCTBYET
MOBPEKIACHUE TYOYISIPHOTO TPAHCIOPTAa C Pa3BUTHEM TSDKEJIOTO pPaxuTa BBUAY IOTEPU
¢docdaro. TuposuHemus: Tuna | BrI3BaHA HEAOCTATOYHOCTHIO (hepMeHTa
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(dbymapuianeroarneTaT-ruipojiaza, MPUBOASIICH K TSKEION IMaTONIOTUM TICYCHU U TOYCK,
BBI3BIBAIONINM JIETaNbHbIM ucxon. Tupo3unemus Tuna Il BbI3BaHa HEJOCTOUHOCTHIO
TUPO3MHAMUHOTpaH(pepa3bl, MPUBOMAIICH K TATOJNOTHHM TIJa3, KOXHBIM HApYIIEHUSM U
HEBPOJIOTUYECKUM  OCNIO)KHEeHUsAM. Tuposunemus Ttuna III — ouens penkas ¢opma
TUPO3MHEMHUH, MPUYMHA KOTOPOU SBISIETCS HEIOCTATOK (pepMeHTa THIPOKCH(CHHITUPYBAT-
rupokcuiassl. [IposBisiercsa cynoporamMmu, aTakCueil 1 YMCTBEHHOM OTCTaJIOCThIO.

Tupo3uHo3 - HacieACTBeHHOe 3aboyieBaHME OOMEHa THPO3HMHA, AayTOCOMHO-
perieccuBHOro Tuma. HemocTaTodHOCTh OKCHa3bl HaparuapoKCUEHUIITUPOBUHOTPATHON
KHCIIOTBI, HEOOXOIUMOW MJisi TPEeBpaIlCHHE JAHHONH KHCIOTHI B TOMOTCHTH3MHOBYIO. [Ipum
HaJIMYUU SH3UMATUYECKOro OJIoKka OOMEH THpPO3WHA HapyIIAeTCs, YTO MPUBOIUT K PA3BUTHIO
THPO3MHEMHH M THUPO3WIYpHUH. B Moue OONBHBIX OOHApYKWBAIOTCS OOJBIINE KOJUYECTBA
naparupoKcueHIUITUPOBUHOTPATHOM, naparupoKCUGEeHUIMOIOYHON u
naparuApoKCcu(EeHUITYKCYCHOM KHUCIOTHL. [IpyM THpO3WHO3€ B MATOJOTHYECKHMA IMPOIECC PAHO
BOBJICKAaeTCs MedyeHb (pa3Butue nuddysnoro ¢udposza, creorosa), MOYKH (JIereHepaTHBHBIC
W3MEHEHUs W JWISATAllUs KaHaIbIEB), KOCTHas cHUCTeMa (paxuTOMONOOHBIE W3MEHEHUS).
Teuenue Oone3Hu HeOIarompuaTHOE, MHOTHE OOJBHBIE MOTrMOaroT B Bo3pacte A0 10 xer oT
MEYCHOYHON HEJ0CTaTOYHOCTH. JIeueHne 3akirodaercs B OrpaHWYeHUW (DEHUJIAIaHWHA U
TUPO3HMHA B TUeTe OOJILHBIX U BO MHOTOM CXOJIHO C Jie4eHHEeM (hEeHUIKETOHYPHUHU.

AnKanTtoHypus - TEHETHYeCKH OOYCIIOBICHHOE HapylIeHHe  MeTaboiu3Ma,
XapakTepu3ylolieecs BPOXKACHHBIM JedUIIMTOM (EepMEeHTa TOMOTEHTHU3WHA3Bl HEIOJHOEe
pacIIeIrICHHI0 TOMOTCHTU3HHOBOM KHCIIOTHI, OTJIOKEHUE B TKaHAX (KOXKE, CYyCTaBHBIX XpsIIax,
CYXOXXUJIHSIX, CKIIEPaXx).

20. Hapymenusi o0MeHa aMHHOKHCJIOT ¢ pa3BeTBJeHHOI uenblo. Jlelnnnos
(0one3Hbp  «KJIeHOBOro cupoma»). MH3oBanepuanoBas  aumgemus. Hapymenue
MeTal0JIM3Ma CepoCcoAepPKAMMX AMHHOKHUCJIOT. 'oMmonucTuHypus.

JleiinnHO3 — 60J1€3Hb KJICHOBOTO CUPOIa —Ha3BaHHE MOJIYYHII U3-3a TOTO, YTO

BblIeTIsieMasi O0JIbHBIM peOEHKOM MOYa UMEET CJIaIKU, TOXOKUI Ha KJIIEHOBBIM CHPOII 3ariax.
370 rpymnmna ayToCOMHO-PELECCUBHBIX PaCCTPOMCTB, BBI3BaHHBIX Ae(ULINTOM 0JIHON min Oosee
CcyOBeIUMHUIL JETUAPOTEeHA3bI, aKTUBHOM BO 2-i CTaJNK KaTaboJIM3Ma aMUHOKHUCIIOT €
pasBeTBIIEHHOM  Lenbplo.  KiMHMYEcKWe  INpOsBIEHUSA: apomar JKHIKOCTEH Tena u
reHepaIn30BaHHYI0 00JIe3Hb B IEPBbIE IHU KU3HU, KOTOpask HAUMHAETCS PBOTOM U BSAJIOCTHIO, @
IIpOrpeccupyeT 10 Cy10pOor, KOMBI U CMEPTH IIPU OTCYTCTBHUH JieueHHsl. Y OOJbHBIX ¢ Ooiiee
JErKUMH popMamu 3a00JI€BaHMsI CHMIITTOMBI MOTYT MPOSIBIIATHCA TOJILKO BO BpeMsi cTpecca
(Harmpumep, HHGEKINH, TIOCIe oneparuii). buoxuMmudyeckue nposBiIeHUs: TI1y0OKas KETOHEMUS
u anuaeMus. B nmepuos o60cTpeHns MPOBOIUTCS SIMMHUHALIMS PA3BETBIEHHBIX AMUHOKHUCIIOT
MOCPEJICTBOM TeMoIuan3a. 3aTeM — MaJloOeIKoBas JUeTa MOKU3HEHHO U MHBEKIIUN THAMHHA.
N3oBanepranoBas anuneMus (aluypus) — HacJIeICTBEHHOE ayTOCOMHO-PELIECCUBHOE
3a0oneBaHMe M3 TPYNIbl  OPraHUYEeCKUX  aluAeMHil, OOyCIOBIEHHOE  Je(HUIUTOM
n3oBanepuiKoA nerusiporeHassl, yuacTBYIOIIEl B OOMeHe JIeHIIMHA U TEPEBOUT U30BaJICPUII-
KoA B 3-mertunkpotonmi-KoA. Jlepunur  uzoBanepun-KoA neruaporeHassl  BeIET K
0JIOKMpOBaHHMIO OOMEHA JICHITMHA HA YPOBHE Mepexo/ia n3oBanepuia-KoA B 3-MeTUITKpOTOHMII-
KoA. B TkaHsX U )KHUIKOCTSX HAKAIUIMBAIOTCS OPraHUMYECKHE KMCIOTHI, YTO OKa3bIBAET
tokcuueckoe nericteue Ha [{HC, nedyenb, KOCTHBINM MO3T, 00YCIIOBIIMBAET PA3BUTHUE TAKEIOTO
MeTabOoJIMIEeCKOr0 KeTOalna03a, BTOPUIHON TUIIEPAaMMOHMEMHH, THIIEPIIIUIIMHEMHH,
runormkemMud. Jlpe KimHM4Yeckue (opmbl 3a00J€BaHUS - OCTpas HEOHATalbHas M
XpOHHUYECKass MHTEPMUTTUPYIOIIAs. JIeueHne — orpaHnueHNe MOCTYIUICHHS JISUIIMHA C TTHIIEH
710 MUHUMAJTBHOM MOTPEOHOCTH; 0OecTieueHre (PU3NOTOTHIECKON TOTPEOHOCTH B APYTHX
aAMHMHOKHUCIIOTaX U HEOOXOIMMBIX HyTPUEHTAX IS MPEAYIPEkKICHUS UX HEAOCTATOUHOCTH U
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noJiiep KaHus aHa0O0IM3Ma; Ha3HAYCHUE JICBOKAPHUTHHA U TIUIMHA /711 YCUIICHUS CBSI3bIBAHUS
TOKCHUYHOTO N30BAJIEPUI-PaIuKaia; KOPPEKIHs BTOPUYHON KApHUTUHOBON HEIOCTaTOYHOCTH;

UCKJIIOUEHHE TOJIOIaHus, MPEOYyNpPEeKACHNE aKTUBAIMM MPOIECCOB KaTabOIHM3Ma;
KOHTPOJMPOBAHUE KHUCIOTHO-OCHOBHOI'O COCTOSIHMS KPOBH, INPEAOTBpAIIEHUE Ppa3BUTHUSL
alm103a, MoJiep >KaHue BOAHOTO OanaHca.

I'omouucTHHYpUS — HACIEICTBEHHBIH ayTOCOMHO-PELECCUBHBIN JedeKT MeTabonu3ma,
NEPBUYHBIM  3BEHOM KOTOPOTO  BBICTYNAaeT HapylIeHHe OOMEHa CepocoepKallux
aMMHOKHUCIIOT, MPHUBOZSIIEE K IOPAKEHUIO HEPBHOW, KOCTHO-MBIIIEYHOM M CepledHo-
cocymuctoil cucreM. CONMpOBOXKIAETCS YMCTBEHHON OTCTAJIOCTBIO, CY/IOPOKHBIM CHHIPOMOM,
MOJIBBIBUXOM XPYCTAJUKOB, KaTapakTOW, IJIAyKOMOM, arpodueil 3pUTelIbHBIX HEPBOB,
nedopmanueit rpyJHON KIeTKH, CKOJIM030M, apaXHOAKTUIINEH, apTepUATbHBIMUA U BEHO3HBIMH
TpoMbOo3amu. Tepanusi TOMOLUCTHMHYPUH IPOBOAUTCS C ydeToM (opmbl 3a0o0jeBaHUS U
BKJIIOYAET JMETHYECKOE NMHUTAHWE, NMPHEM BUTAaMHUHOB Tpymmbl B. B Teuenwe mepBoro roxaa
KHU3HM DPa3BUBACTCS YMEPEHHO BbIPaXEHHAs TUNOTpoQus, HapyllaeTcs COH, pPeOeHOK
CTAaHOBHUTCS Pa3APAXHUTEIBHBIM U  IIJIAKCHBBIM, OTMEYaeTCs 1o3/1Hee 3aKpBITHE
POJHHUUYKOB, 1eOopMallii KOHEYHOCTEH, 3a/1ep’KKa ICUXOMOTOPHOT'O Pa3BUTHSL.

l'omonuctunypust | — oOycioBieHa OTCYTCTBHEM WM CHIDKCHHEM AaKTHBHOCTH
bepmenTa LUCTaTUOHUH-0eTa-CUHTA3bI (kmaccuyeckas TOMOLIMCTUHYPUS).
I'omonuctunypus Il — 06ycnoBiieHa OTCYTCTBUEM UM CHUYKEHUEM aKTUBHOCTU (pepmeHTa NS,
N10-metunenrerparugpodonar-peaykrassl. 'omoructunypus Il — oOycnoBneHa HHU3KOI
aKTUBHOCTHIO (hepmeHTa NS5-meTmnenrerparuapodonara. [lomouuctunypus [V — obyciosiena
OTCYTCTBUEM WM CHH)KEHHEM aKTUBHOCTH (pepMeHTa TOMOLMCTEMH TpaHCMETHIIA3bl,
BBI3BaHHBIM  JepekToM cuHTe3a MeTwikoOanamuHa. [lpu  B6-pesucrentHoit  dopme
TOMOILIMCTUHYPUHN HEOOXOAUMO coOMoieHne HHU3KOOENIKOBOM JMeThl, OCHOBAaHHOH Ha
OTpaHUYEHUH TOCTYIUICHUS B OpraHu3M MeTHOHWHa. [lpm B6-3aBuCHMOI roMonMCTHHYpHA
aKTUBHOCTh (pepMeHTa yjaaeTcsl akTUBU3MPOBATh HAa3HAYEHHUEM OOJBIIMX 103 MUPUIAOKCHHA
THIPOXJIOPHUIA.

21. HaciencTBeHHbIE HAPYIIEHHS] TPAHCIIOPTA AMHUHOKHCJIOT.

N3BecTHO JecsATh HapylleHUWH TpaHCOOpTa aMHHOKUCHOT. Ilpu mnsaTm W3 Hux
(UMCTUHYpPUH, XapTHYMOBCKOM OOJI€3HH, HWMHHOIIIMLIUHYPUH, JTHAMUHOMOHOKapOOHOBOM
aMUHOALIUYPUU U MOHOAMHUHOIUKAPOOHOBOW aMHHOAIIUAYPHH ) HAPYIIAETCS TPAHCIIOPT cpa3y
HECKOJIbKUX aMHUHOKHUCIJIOT CO CXOJHOM CTPYKTYpOMH, T.K. HEKOTOpble MEMOpPaHHbIE PELEHTOPbI
U TMIEPEHOCUYUKU 00JIaJJal0T CHelU()UIHOCTBIO K IPYIIe CXOIHBIX aMUHOKHUCIOT. Knunnueckoe
3HaYE€HHE UMEIOT TOJIbKO [HMCTUHYpUS, XapTHYMOBCKas OOJe3Hb U JIBYXOCHOBHAas
amuHoauuaypus. [Ipu ocCTalbHBIX TATH OOJIE3HSIX HAPYIIATCS TPAHCIOPT TOJIBKO OIHOMN
AMUHOKHCIIOTBI, TO €CTh CYLIECTBYIOT M BBICOKOCIEUU(HUYHBIE TPAHCIIOPTHBIE cUcTeMbl. [Ipu
3TOM TPAHCIOPT HAPYIIAETCS TOJIBKO B MOYKAX WJIM KHUILIEYHUKE; TPAHCIIOPTHBIE CUCTEMBI B
JIPYTUX TKaHAX paboTaloT HOPMAJIBHO.

[MuctuHypHuHS - camoe 4acToe BPOKACHHOE HapyLIeHHe TPaHCIIOpTa aMUHOKHUCIOT. [l
HEe XapaKTepHBbI HapYIIEHHWE KaHAJIbIIEBONW peadCcopOIMu U M30BITOYHOE BBIJICICHUE C MOYOH
JTUAaMHHOMOHOKApOOHOBBIX AMHHOKHUCIIOT (JIM3WHA, aprMHUHA, OPHUTHHA) W IMCTUHA. B
OCHOBE JISKUT HapylleHHe (YHKIMH MEMOpaHHBIX OETKOB-NMEPEHOCUYUKOB, OCYIIECTBIISIFOIINX
TPAHCIIOPT UCTUHA U JUAMUHOMOHOKAPOOHOBBIX aMHUHOKHCIIOT B IIIETOYHOMN KaeMKe SIUTEIHS
MPOKCUMAJIbHBIX KaHaJbIIEB M TOHKOW KuIIKW. Hacnemyercs ayTOCOMHO-pEIECCUBHO. Y
TOMO3HMIOT HaOJI0/aeTCsl YCHJICHHOE BBIACICHWE IMCTUHA W JIMAMHHOMOHOKapOOHOBBIX
aMUHOKHCIIOT ¢ MOuOil. PacipocTpaHeHHOCT, BO MHOTHUX ATHHUYECKHUX IpyMMax cocTaBiser 1
Ha 10 000 — 15 000. KnuHuueckas KapTMHA THIHWYHA A7 MOYEKaMEHHOH OOJe3HH:
reMaTypus, 00Jib B OOKY, TTOUYE€YHBIC KOJUKH, OOCTpYKIMsS U WH(DEKInu MoueBbIx myTei. Co
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BPEMEHEM MOXKET Pa3BUTHCS MMOYEYHAsI HEOCTATOYHOCTb.

JlnaMMHOMOHOKapOOHOBas aMUHOALUIYpUsl — HapyllIeHa KaHalbleBas peabcopOuus
TpeX IUAMHUHOMOHOKapOOHOBBIX aMUHOKHCIIOT — JIM3MHA, apTHHUHA U OpHUTHHA. Pe3yrnbrar
MyTallUl T€Ha, KOJIUPYIOLIEro TPAHCHOPTHBIA OenoK, OOmMil Uis Tpex aMUHOKHUCIOT.
CymiecTByIoT [Ba BapuaHTa OOJE3HM, KaKIbIH M3 KOTOPBIX HACIEAYyeTCsI ayTOCOMHO-
penieccuBHO. [IposiBiieHUs CBSi3aHBI C MOTepel OPHUTHHA, apTMHUHA U, BO3MOXHO, JIU3MHA.
Yame BcTpedaeTcss JAHAMHHOMOHOKAapOOHOBasi amuHoanuaypus tuna I, wm3BecTHas Kak
JU3MHypUYecKass  HEMepeHOCMMOCTh  Oenka. Y OonbHBIX — JeTell  HaOIoJaroTcs
rernaToCIUICHOMET NS, HEMEPEHOCUMOCTh OelKa M mpexojsmas runepammonuemust. [lo3anee
pa3BUBAIOTCS  TSOKENBI  OCTEOMOpO3, TMOYEeYHas HEJOCTaTOYHOCTh WJIM  JIETOYHBIH
aJIbBEOJISIPHBIN NpoTenHo3. KoHleHTpauuy 1u3uHa, apruHMHA U OPHUTHHA B IJIa3M€ CHUKEHBI,
a BBIBEJICHHE JIM3MHA C MOYOH MOBbIIeHO. benkoBas nuia M MHGEKIUU WHOTA MPUBOIAT K
THIIEPAMMOHHEMHUH, BO3MOXKHO, H3-3a Je(QHIMTAa apTMHUHA W OPHHUTHHA, HApYIIAIOIIEro
paboTy LKKIIa MOYEBUHBI.

22. CuHTe3, B3aUMHOE NIPpeBpallieHne U KaTadoau3m nypuHoB. Hapymenue ooMeHa
NYPUHOBBIX HYKJICOTHI0B.

buocuHTe3 NypHHOBBIX HYKJIEOTHUJOB HPOTEKAET IPAKTUYECKHM BO BCEX KIIETKax
OopraHusMa Io JIBYM HIyTsAM: IyThb de novo, OCHOBHOMW, IypHHOBOE KOJbLIO OOpasyercs H3
(parMeHTOB pa3INYHBIX COEAUHEHU; U «IIyTh CIIACEHUS», IPOTEKAIOIINUN B TOJJOBHOM MO3Te U
OBICTPO PACTYLIMX TKAHIX, PE3EPBHBIN IMyTh, A CHHTE3a HOBBIX HYKJIEOTHIOB IOBTOPHO
HCIOJIb3YIOTCS IYpUHOBBIE OCHOBaHMs, oOpa3oBaBiIMecs B Xoie ux pacnana. OCHOBHBIM
MECTOM CHHTE3a IyPUHOBBIX HYKJICOTUIOB SBJISIETCS MEUYCHb, KOTOPas CHA0XKaeT UMU KJIETKH,
HE CITOCOOHBIE K X 00pa30BaHUIO.

OcHoBHOM NyTh HauumHaeTcsi ¢ obpazoBaHus (pocopudosminupodocpata (OPIID) u3
pu6030-5-pocara mox neiicrtuem kimoueBoro ¢epmenta OPIID-cuHTeTaszpl ¢ yyacTHeM
AT®. 3arem Ha Monekyne OPIID dopmupyercs mypuHOBOe Koibllo. Perymsmus GuocuHTesa
IIyPUHOBBIX HYKJIEOTHJOB OCYIIECTBIIETCS MO NPUHLHUIY OOpaTHOW CBSI3M, NpEBpalleHUE
MHO3MHOBOM KUCIOTBL B AM® wunmum B I'M® mnopaBnseTcssi BBICOKOM KOHIIEHTpALMEH
COOTBETCTBYIOILETO HYKJIEOTUAA

«IlyTp cnaceHMs»» UCHOIB3YyeT a30THUCThIE OCHOBaHHWA, 0Opa3oBaBIIMECsS IMPH pacraie
IIyPUHOBBIX HYKJIEOTUAOB: aIcHUH, 'yaHUH U runokcadThH. OHu npucoenuustorcs k @PIID ¢
yuyactueM (epmeHnToB — aaeHuHdochopudosmnrpancdepassl (E1) u runoxcaHTHH-TyaHHH-
bochopudozuntpanchepassl (E2).

KaraGonusm mypuMHOBBIX HYKJIEOTHIOB: MPU YYacTUH HYKIJIEOTH]IA3 OT HYKJIEOTH]IOB
OTHIETIIsIETCs. OCTaTOK (OocOpHOM KUCIOTHI ¢ 00pa3oBaHMEM HYKJIEO3UIOB — aJ€HO3WHA U
ryaHO3WHa, KOTOPBIE B X0JI€ JAJIbHEUIINX MPEBPALICHUIN PACIalaloTCA O MOYEBOM KHUCIIOTHI —
KOHEYHOr0 TMpOJYKTa IypUHOBOTO OOMEHa y 4eJoBeKa. AJCHO3UH IOJBEpraercs
TUIPOJIUTHYECKOMY J1€3aMUHHUPOBAHUIO U MPEBpAIIAECTCS B MHO3UH, KOTOPBIM paciienseTcs
70 TUNOKCAaHTUHAa U pubo30-1-pocdara. I'mmokcaHTHH TOJ JeCTBUEM KCAaHTHHOKCHIA3bl
OKHCJIIETCS O KCAaHTHUHA, KOTOPBIH 3aTEM MPEBPAIaeTCcsi B MOUEBYIO KUCIIOTY.

K nanbonee BaXKHBIM HapyIIEHUSIM ITypUHOBOrO OOMEHa OTHOCATCS H30BITOYHOE
0o0pa3oBaHME U HAKOIUIEHWE MOYEBOM KMCJIOTHI, HAIpUMEp INpH MOJArpe, TMIepypuKeMUn U
cunapome Jlema — Haitxana.

23. 'unepypukemust u nogarpa. Cunapom Jlema-Huxana. Kcantunypus

[ToBbI1IEHNE COAEPIKAHNS MOYEBOM KUCIIOTHI B KPOBH, TUIIEPYPUKEMUS — CIIEICTBUE
1100 MOBBILIEHUS CUHTE3A IMYPHUHOBBIX OCHOBaHUI1 de novo, 1100 CHMKEHUS] NMHTEHCUBHOCTH
«ITyTH cTIaceHus». [ umepypukeMus COnpoBOKAAET pa3Hble 3a00J€BaHMs, HAIIPUMED, OJArpy,
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muMdoMmy, IeHK03, aHEMUIO U JPYyTHE.

ITonarpa — metabonuueckoe 3a00JIeBaHKE, XapaKTEPU3yeTCs OTIOKEHUEM B pa3IMYHbIX
TKaHSIX OpraHu3Ma KpHCTAJJIOB YpaToB B (popMe MOHOypaTa HaTPHs MJIM MOYEBOW KUCIOTHL. B
OCHOBE BO3HHUKHOBEHUS JICKUT HAKOIUICHUE MOYEBOM KHUCIIOTHI U YMEHBIICHHUE €¢ BBIBEACHHUS
noukamu. KnmHuuecku nojarpa MNpOSIBISIETCS PELMIMBUPYIOIIMM OCTPBIM apTPUTOM H
o0pa3oBaHMEM NOJArpuyeckux y3iaoB — TogycoB. [lopaxkeHue mouek Taxxe sIBISETCS OJHUM
U3 OCHOBHBIX KIMHUYECKHUX TPOSIBICHHH MOAarpel Hapsay ¢ apTpuToM. Yamie 3aboseBaHue
BCTPEYAETCSl Y MY’>KUMH, C BO3PacTOM PaCIpPOCTPAHCHHOCTb IMOAArpsl ysBeauuusaercs. [l
JICYEHUsl HCIIONB3YIOTCSl TMpenaparbl, BO3ACUCTBYIOLIME Ha NAaTOICHETUYECKUH MEXaHHU3M
3a00J1eBaHus, a TAKXKe MPenaparsl 111 CUMIITOMAaTHYECKOTO JICUEHHS.

Cunnpom Jlema-Huxana - HacieICTBEHHOE 3a00JieBaHME, XapaKTEPHU3YIOIIeecs
YBEJIMYEHUEM CHHTE3a MOYEBOM KHCIOTHl (y JeTeil) BbI3BaHHOE JePEeKTOM (epMeHTa
THIOKCAaHTUH-TyaHuHpochoprudosunTpanchepaspl, KOTOPBIH KaTaTU3UPYET PEYTHUIM3ALUIO
IryaHMHa W TUIOKCAaHTMHA - B pe3yjibTare oOpa3yercsi Oosbllee KOJUYECTBO KCAHTHHA W,
CJIEI0BATEIIbHO, MOYEBOU KUCIOTHI. [IpOsBIISIETCS YMCTBEHHON OTCTAJIOCTBIO, XOPEOATETO30M,
IIPUCTYIIaMU arpeCCUBHOIO IOBEACHMSI C CaMOIIOBPEXICHUEM, ITOBBIIIEHHBIM COJEP/KaHUEM
MOYEBOH KHCJIOTBI B Moue. ['eH, KOIUPYIOIUH TUMOKCAaHTHH-Pochopubdo3miTpanchepasy,
pacriosio’keH B X-xpomocoMe. 3a00jeBaHue HACIEIyeTCs] KAK MOHOTEHHbBIN peLecCUBHbIN X-
CLICTUICHHBIM NMPU3HAK, Yallle OTMEYAeTCs Yy JIMI] MYXKCKOTo moJjia. JledyeHue auionmypuHOIOM
COIIPOBOKIAETCS CHUKEHHEM YPOBHS MOYEBOH KHCIOTHI (M yMEHBIIEHUEM MpPOSBICHUIN
MOJIarPUYECKOr0 apTpuUTa U OTJIOXKEHUH coisiel); HO OH Hed(P(EKTHUBEH B OTHOIIEHUU
HEBPOJIOTUYECKOW CHMIITOMATHKH. Y JIMI[ C TUIIEPYPUKO3YpHUEH, PA3BUBLICHCS BCIEICTBUE
YCWIIEHHS CHUHTE3a MOYEBOM KHUCIOTHI de NOvOo WM NMPOBOJMMON JIEKapCTBEHHOHN Tepamui,
HE00X0IMMO MMOJIIEPKUBATH 10CTaTOYHO BBICOKUIT 06beM Mouu ¢ pH 7,0.

Kcantunypus — HacieACTBEeHHass ayTOCOMHO-PELECCUBHAS SH3UMOIATHUSI, CBA3aHHAS C
ne(eKToM KCaHTUHOKCHa3bl, 4TO MPUBOJAUT K HAPYIIEHHUIO KaTa0oa13Ma IMypUHOB O MOYEBOH
KHCIIOTHl. B masme kpoBu M Moue MoxeT HaOmoaarbes 10-TM KpaTHOE CHHUYKEHHE YPOBHS
MOYEBON KHMCJIOTHI, HO yBenuunBaeTcs B 10 u Oonee pa3 SKCKpelus KCAaHTUHA U TUIIOKCAHTHHA.
OCHOBHOE KIIMHUYECKOE MPOsBIIEHNE — 00pa30BaHNE KCAHTUHOBBIX KOHKPEMEHTOB, BETMUNHOMN
JI0 HECKOJIbKMX MHJUIMMETPOB, KOPUYHEBOI'O ILIBETA, CPABHUTEIBLHO MATKOM KOHCHCTEHLMU.
[TocTeneHHO MOXKET Pa3BHUTHCS MATOJOTHS TMOYEK, sS3BEHHAs 00Jie3Hb 12-TIepCTHOM KHIIKH,
muomnatuss win atpodus wmbimm. Yacrora Berpewaemoctu— 1:1000 000. Kcantunypus
JIeNIUTCS Ha JBa ayTOCOMHO-PELECCHUBHBIX THIa: Kiaccuueckuid Ttun [ pa3BuBaeTcs B
pe3ynbTare H30JIMPOBAaHHOrO JeduunTa KCaHTUHAETruAporeHassl, THO Il xapakTtepusyercs
neGUIUTOM KCaHTHHJIETUIPOTeHa3bl W CBA3aHHOIO C HUM (epMeHTa albIeTruI0KCUIa3HI.
JleueHne: BBICOKOE MOTpeOJIEHUE XHUIKOCTH B 1,5-2 pas3a BbIIIE HOPMBI, JAHETa C HU3KUMHU
YPOBHSIMU IIypUHOB.

24. Hapyuienue o0MeHa NHPUMUIAMHOBBIX HYKJeoTHA0B. HaciaencTBeHHas
OpoTOBas aUMAypHs.

OnucaHo HECKOJBKO HapyILIEHHH, CBA3aHHBIX CO CHM)KEHHEM aKTHMBHOCTH (PEepMEHTOB
oOMeHa MHPUMHUIMHOBBIX HYKJIEOTHAOB. OpoTanuaypus - HacjleICTBEHHas OoJe3Hb
ayTOCOMHO-PEIIECCUBHOTO  THUMa,  OOYyCIIOBICHHas  HEJOCTAaTOYHOCThIO  (EPMEHTOB,
MEePEBOASAIINX  OPOTOBYIO  KHUCJIOTY B  UWTUIWJIOBYIO;  XapaKTEpU3YETCs  TSKEIOU
METajio0IaCTUYECKON aHeMHEH M OTJIOKEHHWEM B TKaHSIX W OpraHax KpPHUCTaUIOB OPOTOBOM
KHCIOTH. EMUHCTBEHHOE HapyllleHWe CHHTe3a MUPUMHUAMHOB de Novo, BBI3BAHO CHIKEHUEM
akTUBHOCTH YM®-cHHTAa3bI, KOTOpas KaTaau3upyeT oOpa3oBaHHE U JEeKapOOKCHUINPOBAHHE
OM®. Ilockonbky B 3MOpuoreHe3e OT 00pa30BaHUS THUPUMHUAMHOB de NOVO 3aBUCUT
obecrieuenue cunte3a JJHK cyOGcTparamu, TO KHM3HB IJ10/1a HEBO3MOXKHA TIPH TOJTHOM
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OTCYTCTBUHM aKTHUBHOCTH JTOTO (epMeHTa. Y TMalUeHTOB C OpOTALUIYpPHEH OTMEYaroT
3aMETHYI0, XOTSl W OYE€Hb HHU3KyI0 akKTUBHOCTh YM®D-cunrtaspl. ColepKaHhe OpOTOBOM
KHCJIOTHI B MOoYe narnueHToB (1 r/cyT u 6os1ee) 3HaUUTEeILHO TPEBOCXOIUT KOJMUECTBO OPOTATa,
KOTOpO€ eXeJIHEBHO cuHTe3upyercs B HopMme (okono 600 wmr/cyt). CHuXEHHE CHUHTE3a
MUPUMHUIMHOBBIX HYKJICOTH/IOB, HAOIIOAIOMIEECs IPU STON MATOJIOTUH, HAPYIIAET PETYIIAIUI0
KAJI-bepmenTa no MexaHu3My peTpOMHTHOMPOBAaHUS, U3-3a YETO BO3HUKAET TUIEPIIPOTYKIUS
oporara.

Hapymenust karabonu3Ma NHPUMUIMHOB - M3BECTHBI HapylleHus B pabote 2
dbepMeHTOB 3TOr0  MeTabOMMYecKoro myTh. [IpMm  HEZOCTaTOUYHOCTH MHUPUMHINH-S'-
HYKJIEOTHAa3bl HapylIaloTci OTLIETUIEHHE HeopraHudeckoro Qocdara OT MUPUMHIAUHOBBIX
MOHOHYKJICOTH/IOB M OOpa3oBaHHe HYyKJIeo3unoB. HeaktuBHas wu3odopMa NHPUMHIAH-5'-
HYKJIEOTHAa3bl OOHapykeHa B DJPHUTpPOLMTAaX. B pe3ynbrare HAOMIOJACTCS HAKOIUICHUE
nupuMunHOBEIX HT®, KoTOphle MHrHOMPYIOT TNEeHT030(oCc(aTHBIA IMyTh MpPEBpALICHUS
[JIFOKO3bl M TEM  CaMbIM  CO3JAKOT  NOPEANOCBUIKM K  T'€MOJU3y  3PUTPOLIUTOB.
JMruiponupUMUANHACTHAPOTEHAa3a — CKOPOCTh-TMMUTHPYIOIUH (epMeHT Karabonmu3ma
nupuMuInHOB. Hapymienune paGoTbl 3TOro (epMeHTa COMPOBOXKIACTCS OTKIOHEHUSMHU B
(YHKIMOHMPOBAHWM HEPBHOM CHCTEMBI M JHATHOCTHPYETCS HAa OCHOBAaHHMM MOBBIIICHUS
yYpOBHS CBOOOHBIX MUPUMHIMHOB: ypalliiia U THMHUHA B TJ1a3Me KPOBH.

25. JIunuaHbIi 00MeH y YeJIOBeKa M ero HapyleHHs.

JIunuauelii oOMeH BKJIIOYAaeT B ce0s  Cledylollue MPOLECChl:  PpaclleruieHue,
nepeBapuBaHrC N BCACBIBAHWEC JIUIIMIOB B IMUIICBAPUTCIIBHOM TPAKTEC, MMOCTYIMAOINUX BMECTE C
MUIIeH, TpPaHCIOPT JKUPOB U3 KUIIEYHHKA C TOMOIIBI0 XHJIOMHKPOHOB, OOMEH
TPUALIAITIIUIIEPOJIOB, OOMEH (QochoaunuioB, OOMEH XOJIECTepOJia, B3aWMOIPEBPAIICHUS
KUPHBIX KUCIOT U KETOHOBBIX TEJN, TUMOTeHe3, KaTaOOIU3M JTUITHI0B — JIUIIOJN3, KaTaboIn3m
JKUPHBIX KHUCJIOT.

Hapymenust  oOmena  jumompoTeuaoB:  Oone3nb  Tamkepa,  aKaHTOIMTO3,
HACJIE/ICTBEHHBIC TUIIEPIUITHIEMUH.

bonesnp Tamxkepa — 3TO peakoe HacieICTBEHHOE 3abosieBaHME OOMEHa BEIIEeCTB,
KOTOPOC TMPOABIACTCA YMCHBIICHHECM KOHIOCHTpAOUHW B KpPOBHU JIMIIOIIPOTCUHOB BBEICOKOH
wiotHocty. JITIBIT oTknaabBaloTCs B ONMpEAENEHHBIX TKAHSIX, BBI3bIBAS M3MEHEHHE UX IIBETA.
Ha mo3nuux cragmsx 6one3ns Tamkepa MOXKET MPUBOJIUTH K HAPYIMICHUIO GYHKIIUA U OTKA3y
opranoB. [lpuumHa — HapylieHHe MEMOPAaHHOTO TPAHCIOPTa JHIOMPOTEUHOB BBICOKON
IJIOTHOCTH, cBsizaHHOe ¢ Mytanued reHa ABCAIL. bone3sHp Hacnegyercsi ayTOCOMHO-
PELIECCUBHO.

HaCHeHCTBeHHBIﬁ AKaHTOIINTO3 - TreTCpOorcHHasn Tpynia HACJICACTBECHHBIX
TEeMOJMTHYECKUX AHEMHH, XapaKTepU3YIONIMXCS  HapyIICHWEeM JIMMHIOB  MeMOpaHbI
SPUTPOLIUTA U MOSIBICHUEM B NeprupepruecKoil KpOBH aKaHTOLUTOB (3PUTPOLIUTHI U3MEHEHHOM
(dbopMbI). AKaHTOIIMTO3 OBIBAET MPUOOPETEHHBIM (IIPH HEHPOTEHHON aHOPEKCHUHU, THTIOTHPEO3E,
00J1e3HsX TIeueHu, AepuiuTe BuTaMuaa E u 1p.) ¥ BpoxkIeHHbIM. BapraHThl HacieACTBEHHOTO
aKaHTOIUTO3A:

- aKaHTOLMTO3 IMpPH HACIEICTBEHHOW aleranunonmporenHemun (cuHiapoM beccena-
KopHuBeiira), Haciexyercss ayTOCOMHO-PELECCHBHO U XapaKTepU3yeTcs HapylIeHUEeM
BCAChIBaHUS U TPAHCIOpPTAa JUOUAOB, TE€MOJUTUYECKOW aHeMHeH, HEeBPOJIOrHYEeCKUMU
HapyHICHUAMU U ACTCHCPATUBHBIMA U3MCHCHUSAMU CCTYATKHU I'J1a3.

- HacnencTBeHHBIN akaHTOLMTO3 MPHU CeMeitHOW runoberanunonporenHeMun. CTETICHb
HapylIeHUH JUNUIHOrO OOMEHa pa3iuyHa y TETepO3UTOT U TOMO3MIOT. Y TOMO3HIOT
HapyUIeHHs! JTUIUIHOTO OOMeHa Takue ke, Kak IMpH abeTalurnonpoTeMHEMHUH. Y TE€TEePO3UrOT
COACPIKAHUC B IJIA3MC JIMITUIO0B CHUKCHO WUJIKM HOPMAJIBHOC, TPUTTIMICPUIOB - CHUKCHO,
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KOJMYECTBO )KUPHBIX KUCIIOT - HOPMaIbHOE.

- HacnencTBeHHBIN akaHTOLKMTO3 C HEBPOJOTHYECKUMHU HAPYIICHUSIMH M HOPMAJIbHBIM
COJZIep)KaHUEM B KpPOBH JIMIIONPOTEHMHOB. 3a0oJieBaHHE pEAKOEe, HacleayeTcs ITOMHHAHTHO.
XapakTepHbl HEBPOJIOTMYECKHWE HapyIlIeHHUs (HEpBHBbIE THKH, TPUMAchl, HEMPOU3BOJIbHBIE
MOJICPTHUBAHUS MBIIII PYK W HOT, IOCTENEHHO pa3BUBaiolieecs ci1aboyMmue); HOpMallbHBIC
MOKa3aTelan COAEpKaHUS B KPOBU XOJIECTEPUHA, TPUTIIMLEPHUIIOB, (ochonunuaos, b-u a-
JUMONPOTENHOB; OTCYTCTBHE aHEMHUU, HOPMAJIHHOE KOJIMYECTBO JIEUKOIUTOB M TPOMOOIIUTOB;
HaJIM4YMe aKaHTOLIUTOB B nepudepruuecKoil KPOBH.

l'unepnununemuss  (CUNEPIAMIONPOTEUHEMUS,  AUCIUIUAEMHS) —  AHOMAJIbHO
MOBBIICHHBIA yPOBEHb JIMIKIOB W/WIW JIMIIONPOTEMHOB B KPOBU dYenoBeka. Hapyiienue
0OMeHa JIMIH/IOB U JTUIOIPOTEHHOB BCTPEUALTCS TOBOJIBHO 4acTO. [ uniepaumuaemMus sBisieTcs
BaXHBIM (PaKTOPOM PHUCKA Pa3BUTHSI CEPJIEYHO-COCYAUCTHIX 3a00JIEBaHUI B OCHOBHOM B CBSI3H
CO 3HAYUTEJIbHBIM BIMSIHUEM XOJIECTEPHHA Ha Pa3BUTUE aT€pOCKIIEpPO3a.

26. Cpunrommnuao3nl. HaciiencrBeHHble Ae)eKThl 00MeHA )KUPHBIX KHCJIOT.

Counromumuapl —Kiacce JUMHIOB, OTHOCSAIIMXCS K TPOWU3BOAHBIM alM(haTHUECKUX
amMuHOCTIUPTOB. OHU UTPAIOT BAKHYIO POJIb B Iepeadye KJIETOUHOTO CHTHajla M B KJIETOYHOM
pacrio3HaBanud. OCHOBY COUHTOJUIHIOB COCTABISICT COHUHTO3WH, CBS3aHHBIM aMHUIHON
CBS3bI0 C AIWIBHOM TpyNmoi (Hampumep, C >KUPHOM Kuciotoi). [Ipu 3TOM HECKOIBKO
BO3MOXXHBIX PAJUKAIOB CBA3aHbl CO CPUHTO3MHOM 3a cueT 3¢upHON cBs3u. [Ipocreimmii
MPEJCTaBUTENb COUHTOIUIHNIOB — L[EPAMHUI.

Chunronunuao3sl — TpyIlIa JU30COMHBIX OOJIE3HEH HAKOIUICHHS, CBSI3aHHBIX C
HapyluieHueM Metalosn3mMa COUHToAMnUI0B. OCHOBHBIMU MPEACTABUTEISIMU STOW TPYIIIBI
saBisaroTcst 6onesnb Humanna — Iluka, Oonesnr ®abpu, Oonesns Kpabbe, 6omnesns [oire,
6one3np Tes — Cakca u MeTaxpomaruueckas Jelikoauctpodusi. Hacnenyercs mo ayTocoMHO-
pelecCUBHOMY THUIy, OJHAKO Oone3Hb Pabpu — peaKoe NeHEeTUYEeCKU JeTePMHHHUPOBAHHOE
3a0oneBaHne C X-CLEIJICHHBIM pELECCUBHBIM THUIIOM HAclelO0BaHUs, OOYCIIOBIEHHAs
3HAYUTEIbHBIM CHUKEHHEM aKTHUBHOCTH WM OTCYTCTBHEM (PepMEHTa O-TalakTo3uaasbl A,
KOTOpasi B HOpME OTILEIUISIET TEPMUHAJIBHBIN OCTAaTOK 0-TaJIaKTO3bl OJIUTOCaXapUAHON IENH
HEHTpalbHBIX TIUKOCGUHronunuaoB. bonesns Hwumanna - Iluka - HaciaeICTBEHHOE
3a0osieBaHKe, TIPU KOTOPOM JeduUUT crenuduueckoro ¢pepMeHTa MpPUBOIUT K HAKOIUIEHUIO
cuHromMuenuHa (IMpoAyKTa pacllerieHus *HUpoB). Pasnuuaror Gonee matu ¢gopm Oose3HH
Humanna - Iluka B 3aBHCHMOCTH OT TOTO, HACKOJIbKO BBIpOKEH IehUIHUT (epMeHTa.
CuHroMHenuH - 3To OJMH U3 KOMIIOHEHTOB KJIETOUYHOW MeMOpaHbl, B TOM YUCIIe MEMOpPaHHBIX
opranemt. Jlepunut dhepmenta chUHroMHueNa3bl HapyIIaeT MPOIECC PACHICIIICHUS JIMIHIOB,
BCJIEJICTBHE YEro OH HaKalulMBaeTcs B Makpodarax (MoHouurtax M ¢aronurax). Hakoruienue
chUHrOMHUENIMHA M XOJIeCTepoJia NPUBOAUT K pacTsHKeHUIo Jsm3ocoM. bonesns ['omie
(cuHronMmua03) — HaciaeICTBEHHOE 3a0oyieBaHUE, SBISETCS CaMOM pacHpOCTPaHEHHOW U3
JM30COMHBIX Oo0sie3Hell HakoruieHus. Pa3BuBaercs B pe3ysibTaTe HEIOCTATOYHOCTH (pepMeHTa
TIIIOKOIIEpeOpOo3H1a3bl, KOTOpask MPUBOJUT K HAKOIUIEHUIO TIIIOKOILEpeOpo3ua BO MHOTHUX
TKaHAX, BKJIIOYAs CEJE3CHKY, MEYEHb, MOYKH, JISTKWE, MO3T M KOCTHBIA MO3T. 3a0oyieBaHUE
CBSI3aHO C pereccuBHOM MyTanuei B rene GBA, pacnonioxkeHHoM B 1-i1 XxpoMocome.

3aboneBaHus, CBS3aHHBIC C HACIEICTBEHHBIMU JeeKTaMu OOMEHa YKUPHBIX KHUCIIOT,
HACUUTHIBAIOT OKOJIO MOJYTOPa JAECATKOB OTACIBHBIX HO30JOTHYECKUX (POpM, 0OBETMHEHHBIX
OOIIMMHU NMaTOT€HETHYECKUMH OCOOEHHOCTSAMHU U CXOJIHBIMH KIIMHUYECKUMU MPOSBICHUSIMH.

CucTteMHBIH nepUINUT KapHUTHHA - ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHNE, MyTallul B
reHe SLC22A5, xomupyromiem 6enok OCTN2, mpuBOAST K HAPYIICHUIO OKUCICHUS >KHPHBIX
KHUCJIOT M3-32 HEXBAaTKH TPAHCIOPTEPOB KAPHUTHHA, T'€H HAXOAUTCS Ha JUIMHHOM IuIeYe
xpoMocombl 5 B obiactu 31.1. V mereit panHero Bo3pacTta OCHOBHOE MPOSIBICHUE —
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TUTMOKETOTHYECKasT TUIIOTIMKEMUYecKas dHIedanonaTus (BSUIOCTb, COHIMBOCTH, IOBTOpPHAs
pBOTA), UMEIOIIAs MPHUCTYIIOOOpa3HOE TEYCHHE, IETH YMEPEHHO OTCTAIOT B IICHXOMOTOPHOM
pazButuu. OT™MeEUaeTcsi yBeIMYEHHE pa3MepoB rneueHu. [IpucoeannsieTcss mporpeccupyromas
KapJIMOMHUOMIaTHSI.

Hedunut anmn-KoA neruaporeHassl KUPHBIX KUCIOT C OY€Hb JUIMHHOW YTJIEPOIHOM
nenbio — BbI3BaH Mytanueid B reHe ACADVL 17pl3, Tskenoe cuctemHoe 3a00jeBaHUE C
MPEUMYIICCTBEHHBIM ~ MOpaKeHWeM cepAmna (rumeprpodudeckas WM — JAATATAIIMOHHAS
KapJIMOMHUONIATHS, KEITyI0YKOBask TaXHKapaus, OJI0Kaaa cep/iia) U BHICOKOH JIETaJIbHOCTHIO Ha
nepBoM roay ku3HU. llpuctymooOpazHoe TedeHHWE C DSNHU30JaMH TUIOTJIMKEMUU U
BoBjieueHMeM B martosiornueckuid mpouecc IIHC, cepamna, nmeuenu u wmbimi. Ilpu nosznnHei
(dbopMe OCHOBHBIC TMPOSIBICHHS: OOJNIM B MBIIIIAX, M3MCHCHHE IIBETa MOYHU BCJICICTBUC
MuorjaoOunypuu. JledeHue — puerorepanusi ¥ Ha3HAYCHHE MEIUKAMEHTO3HBIX CpPEICTB.
Uckmnroyenue ronoganus, NpeaynpexacHue TUMONIMKEMUN, 000TaIlIeHUE pallioHa yTieBOgaMu
MpY OTPAHUYEHUU COJICPKaHUS JIUITHUIOB.

27. HacaencrBeHHble JAe)eKTh 00MeHa XoJiecTepuHa u ero 3¢pupos. Hapymenue
o0MeHa JIMIIONPOTEen/10B.

CemeliHass ~ KOMOMHHMpOBaHHasi  TUINEPIMIUIAEMHS -  TUIEPTPUINIMLEPHUIEMUS,
aCCOLIMMPOBAHHAs C TUIEPXOJECTEPUHEMHUEH, 4Yalle BCEro CBS3aHa C COBOKYIHBIM
YBEJIMUEHUEM JIMNONPOTeUA0B HU3KOH miotHocty (JIITHIT) u nunonpoTennoB oueHb HU3KOM
wiotHocty (JITIOHIT). PacnpoctpanénHocts B momymsiuuu 1:50 — 1:300. B oxHoit cembe
BCTPEYAIOTCA PA3JIMYHBIE TUIBI TUHEpaunuaeMuid. Yacto CONnpoOBOXKIAETCS CHHUKEHHEM
XoJecTepuHa JUnonpotennoB Bbicokod muotHoctu (XC JIIBII). Tunm HacnemoBaHus —
ayTOCOMHO-IOMUHAHTHBIMN.

CeMeliHass TUNEPTPUTIIMUEPUIEMHUS - HECKOJIBKO BHUAOB T€HETUYECKMX HapyIICHUN.
Haubonee pacmpoctpaneHo 3a0osieBaHUE, CBS3aHHOE C M30BITOYHBIM CHHTE30M TMEUCHOUYHBIX
tpurnuuepunos (TI). Tum HacienoBaHUS ayTOCOMHO-JIOMHHAHTHBIN, 4acTO COMPOBOXKIAETCS
KOMITOHEHTaMH METa0O0JMYECKOr0 CHHApPOMA (0XKHpPEHUEM, HapyIIeHHEM TOJIEPAHTHOCTH K
IJII0KO3e,  runepypukemueit). bonee  Tsokénmas  dopma  cBszaHa ¢ geduuuMTOM
qunonporenumnassl U anoiunonporenHa C I, uMeer ayTOCOMHO-pELECCUBHBIA THII
HacJeI0BaHMUs U BCTpedaeTcs 1ocTtaTouHo penko (mennee 1: 10000).

HacnencrBeHHass THUIIEPXOJIECTEPUHEMUST — ayTOCOMHO-JOMMHAHTHOE, MOHOTEHHOE
3a0oJieBaHKe, TPUUMHON Pa3BUTHS KOTOPOTO SIBJSIETCS HAapylIEHUE CTPYKTYpPbl WM (QYHKIUU
penenTopoB K jumnonpoTerHam Huszkod mioTHoctd (JIIIHIT) Ha comarmueckmx KieTKax
(MeueHOYHBIX U APYTUX) W/WIK ux KonuyecTBa (knaccudeckas popma HI'XC), nnn Hapyenus
B CTPYKType MoJekynbsl anonunonporenHoB B-100 u C (amo B-100 u C, GenkoBBIX
KOMIIOHEHTOB  JIMIIONPOTeHHOB). Hapyiienune peuentopoB  ompenensercs HaJIUdUeM
MyTHpoBaHHOro reHa B jokyce JIITHII Ha kopoTtkom muiede 19-i1 ayTOCOMHONH XpPOMOCOMBI C
ayTOCOMHO-IOMHUHAHTHBIM ~ TUNIOM  HacyieoBaHus. OCHOBHBIMH  HapyUICHHSIMH  IIpH
TUIIEPXOJIECTEPUHEMUH SBJSIIOTCS HapylleHHbI kataGonmuszMm JIITHII meuensto um apyrumu
TKaHSMHU.

28. llop¢upunbl 1 X 00MeH B opranu3me 4yenoseka. [loppupun.

IlopbupruHel — mNpUPOIHBIE M CHUHTETUYECKUE TETPANUPPOJIbHBIE COCIUHEHNS,
dbopMalbHO —  TPOW3BOAHBIE TOpdHHA, MaKPOIMKIA, OOpa30BAaHHOTO  YETBHIPHMS
NUPPOJBHBIMU ~ SIAPAMH, COCIMHCHHBIMH TI0  O-TIOJIOKEHUSM  YETHIPbMS  METHHOBBIMU
rpynnamu. IloppupuHsl — 3TO NpenIIecTBEHHUKH I'eMa, JIMLIEHbI Kele3a. Y JKUBOTHBIX
M30BITOYHOE HAKOIJICHHE UX B KPOBH COIIPOBOKAAETCS PA3BUTHEM IE€MOJIMTUYECKON aHEMUU U
CIUIEHOMETAJINH, KOPUUYHEBO-KEITON WM MOYTH YEPHON MUIMEHTAIMEd MOYeK, KOCTSIKa U
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JIeHTHHA 3y00B (y CBUHEH U KPYITHOT'O POraToro cKoTa)

Ilopdupus - HacneICTBEHHOE HApYUIEHHWE IUIMEHTHOIO OOMEHa C IOBBIIIEHHBIM
coZiepkaHueM MOp(GUPHUHOB B KPOBM M TKAHAX M YCHJICHHBIM HX BBIJCICHHEM C MOYOU H
kajoM. IIposBisercs GoTogepmaro3om, reMOIUTUYECKUMU KPU3aMH, eIy JOUHO-KUIIEYHBIMU
U HEPBHO-TICUXMYECKUMHU pacCTpoicTBaMHU. B OCHOBE maTojoruum jexar HapylIEeHUs CUHTE3a
reMa — COEJUHEHHUs NMOop(pUpPHUHA C XKEJIE30M, OCHOBA SPUTPOLIUTOB KpoBU yeroBeka. COoi B
cucreMe 00pa3oBaHUS TeMa MPHUBOAUT K AHEMUH, HAKOIUICHHIO B OpPTaHU3ME IPOIYKTOB
IIPOMEKYTOUHOTO OOMEHA, OKa3bIBAIOIIUX TOKCHYECKOE JEHCTBHE HAa OpPraHbl U CUCTEMBI.
Knaccupukanuusa: 1 mnedeHounsle mnoppupun (nopdupusi, oOyCIIOBIEHHAs AEPUIUTOM
JeruipaTa3bl  aMUHOJIEBYJIMHOBOM  KHCJIOTBI, OCTpass HepeMexarouascsa nopdupus,
HACJIe/ICTBEHHAst Kolponopdupus, BapueraTtHas nopdupus, Mo3aHAS KOXXHas mopdupus) 2
SPUTPONOITHYECKUE TNOp(UpUM (BPOXKAEHHAs d3pUTporodThdeckas mnophupus (060s1e3Hb
['rorTepa), sputponodTudeckas nporonopdupus). Ilo Teyenuro: ocrpas U xponudeckas. Jlis
OOJIBHBIX C HAcJEJICTBEHHON Komponopdupuell M BapueraTHod nopdupueil XxapakTrepHa
MOBBIIEHHAs! (POTOYYBCTBUTEIFHOCTh M U3MEHEHHE MUTMEHTANN KOXHU. [loBepXHOCTh 3y0OoB
U JIeCeH, Ha KOTOpbIE MaJaeT COJIHEYHBIM CBET, MpUOOpETaeT KPacHOBATBHIM OTTEHOK, MHOTAA
CTAHOBUTCS TEMHO-KPACHOM.

29. buupyOuH U ero o0MeH B OpraHu3mMe 4yejoBeka. AHOMAIHN OUJIMPYOUHOBOIO
o0meHa.

bunnpyOuH — *KEMTYHBIN MUTMEHT, O/IMH U3 IJIaBHBIX KOMIIOHEHTOB JKEJIYM B OpraHU3Me
YeJoBeKa W KMBOTHBIX. 3 OCHOBHBIE dTama oOMeHa OwimMpyOMHA: pacraj SpPUTPOLUTOB U
oOpa3zoBaHue OWIMpyOMHA, MOCTYIUIEHHE B MEYEHb U 00€3BpEXHMBAaHUE, BBIBEICHUE NMUITMEHTA
u3 opranu3zMa. [JTaBHBIH HCTOYHHUK JKETYHOTO NMUTMEHTa — 3TO TE€MOTJIOOWH JPUTPOIUTOB.
MecTtoM npeBpalleHHi SBISEeTCS KOCTHBIM MO3I, cele3eHKa U medeHb. KpoBsHas KieTka
paspy1raercs 4yepe3 3 Mecsiia )KU3HH U OCBOOOIUBIIHICS TeMOTJIOONH pacmanaercs Ha rII00UuH
(Oenok, OH mpeBpamaeTcss B AaMUHOKHUCIOTHI, HAYyIIME IOTOM Ha CHHTE3 (DepMEHTOB),
TEeMOCHJIEPUH C KENe30M, OKHCIAETCS U 3amacaercss B BHIE (EppUTHHA, TeMaTOWIWH
NepexoaAuT B OMIIMBEp/IUH, a 3aTeM B OmnnpyOuH. OOpa3oBaBIIUIICS MUTMEHT COEIUHSETCS C
MEJIKUMU OelkaMy KpoBH (aJIbOyMHHAMM) U ¢ KPOBOTOKOM IIOCTYNAET B IleUeHb. B kuieyHmke
u3 OunnpyOuHa 1oj neicTBueM OakTepuilt 0OpasyeTrcst ypoOMJIMHOTEH U CTepKoOmInHOreH. 13
MOCJIETHETO TOy4aeTCs CTEPKOOMIMH, OKpAIIWBAIOIIMK Kajdl B KOPUYHEBBIM 1BEeT. YacTh
ypOOMJIMHOTEHA MOCTYyMaeT 0OpaTHO B KPOBb W3 KUIIEYHON CTEHKUM M B TIEUEHH IMOJHOCTHIO
niepepadareiBaeTcs. HeGopIoe KomrmaecTBO MUTMEHTOB BBIBOJIUTCSI C MOYOM.

AHoManuu OwiIMpyOMHOBOrO OOMEHa - TpyMNa HACIEICTBEHHBIX HSH3UMOIATHIA,
XapaKTEPHU3YIOMINXCSl HApPYIICHHEM OOMeHa OWIMpyOMHA M TIPOSBIISIFONINXCS CTOWMKOW WIH
nepeMexaronieicss JKeNTyXOM MpH OTCYTCTBHHM BBIPRKEHHBIX HW3MEHEHMH CTPYKTYpbl U
(GYHKIMM TI€YEeHHW, SBHBIX TPU3HAKOB TeMoyin3a MW xojecraza. OOYCIIOBICHBI HapyIICHHEM
MPOIIECCOB 3aXBaThHIBAHH T'€MaTOLUTAMH CBOOOJHOTO OMIMPYOHHA U3 KPOBH, CBSI3bIBAHUS €TO
C TJIOKYPOHOBOM KHUCIOTOH ¢ oOpa3oBaHHeM OWIMpPyOUH-TIIIOKYpOHHA (CBSI3aHHOTO
OunupyOMHA) W TOCJEAYIOUIETO BBIIENEHUS €ro ¢ JKenubto. JleyeHHWe B OCHOBHOM
CHUMIITOMaTH4€ECKO€, C U30€eraHneM MpoBaLUPYIOMHNX (PAKTOPOB, Waadas quera. Buas:

- cunapom Kunbbepa, wmyramus B reHe UGTIAl, xotopelii komupyer
ypuauaaudochar (VD)-rmokypoHuntpancdepasy, Y4YaCTBYIONIYI0O B TIpeoOpa3oBaHUU
TOKCUYHOHU (hpakimu OMIMpyOHHA B BOAOPACTBOPUMYIO (KOHBIOTHPOBAHHYIO), HETOKCUYHYIO.
XapakTepu3yeTcsi YMEPEHHBIM HEMOCTOSHHBIM IIOBBIIIEHHUEM COJEPKaHHs HENpPSIMOIo
OunnpyOuHa B KpOBHU. XapaKTEepPHBIE JKaN00bI: acTeHus (ObICTpasi yTOMIIIEMOCTh), TUCKOMMOPT
B IMPaBOM To/Ipedepbe.

- cunapom Kpurnepa-Haiisipa | Tuna - camas tsoxenast opma 3a0071€BaHUS U3 TPYTIIIBI
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HACJICJICTBEHHBIX HEKOHBIOTUPOBAHHBIX THIECPOMIUPYOMHEMH, OOYCIOBICH MYTallUsIMU B
komupyromieit mocienoBatenbHocT TeHa UGTIAl, 4ro mnpuBoauT K 0O0pa3oBaHHUIO
HEMOJIHOIIEHHOTO (hepMeHTa ypuIuHANPOoCchATIIIOKYpOHHIa3kl 1, B CBSI3M C 4YeM pEAKIIHH
IFOKYPOHM3AIMK OMIMpyOMHA HE MPOUCXOAUT M HENpsAMOW OWIMpYyOMH HaKaIlJIMBaeTCsS B
OpraHm3Me, B TOM YHCJI€ B SApax CEporo BEHIECTBAa, OOYCIABIMBAS TSDKEMYHO KIUHHUKY
3a00JIEBaHMS.

- cungpom Kpurnepa-Haitsipa 2 Tuma, npoMEXyTOYHOE TOJOXKEHUE IO TKECTH
KIIMHAYECKUX TPOsBICHUs Mexay cuaapomom Kpurnepa Haitsipa | tuma u cuHapomom
Kunboepa.

- cugpom Jlabuna-J[>koHCOHA (XpOHUYECKasl MANOoNaTHYecKas KenTyxa), 3aboieBaHue
C ayTOCOMHO-PEIECCUBHBIM THUIIOM HacienoBanus. ['eHeTmyeckuil eeKT 3aKII04aeTcs B
MOSIBJICHUH MYTallil B T€HE, KOTUPYIOLIEM O€NOK, KOTOPBIA SIBISETCS HOHHBIM KaHAlIOM,
TPaHCIOPTEPOM OopraHudeckux anHuoHoB (cMOAT).

- Poropa cunapom (runepOunupyOuHeMuss wuauonaruyeckas tuna Potopa),
oOycnoBnennoe mytanueit reHoB OATP1B1 u OATP1B3 npekpaiienue cuHTe3a 6€IKOB THUIIA
MDRI1 B nedenu, TpaHCHOPTUPYIOUIMX IPSIMON OUIUPYOHH U3 TeNaToUTa B )KETYHBIE Ty TH.

30. beakoBble aHOMAJIMM B IJIa3Me KpOBH: aHAIbOyMuHeMusi, aedpuuut
uepyJjoniazmuna (0ose3ns Buibcona-KonoBanosa), nepunur anbga-l-aHTuTpUIICHHA,
arpaHcpeppuHemusi.

AHanp0yMuHeMHUsl - ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHNe, METa0OIMUECKUil 1edeKT,
XapaKTepU3yIOUIMiiCs HapyIlIeHHEeM CHHTE3a ChIBOPOTOYHOIrO anbOymuHa. KimnHuueckue
MPOSIBJICHUS - YTOMIIIEMOCTb, C1a00CTh, IEPHUOANYECKH - OTEKH.

bonesnr Bunbscona-KonoBanoBa - mporpeccupyroiee HaclleICTBEHHOE 3a00JIeBaHUE,
MPOSIBJISIIONIEECS] B BHUJE COUETAHMS XPOHUYECKOTO IMOpaXKeHHs MeueHH (TemaTut, LHUppo3),
JIET€HEePAaTUBHBIX U3MEHEHUN CO CTOPOHBI LIEHTPAJIbHOW HEPBHOM CHCTEMBI(ITPEUMYIIECTBEHHO
B 4YEUEBHYHBIX sjapax). 3aboieBaHue TeperaeTcss MO0 ayTOCOMHO- PELECCHUBHOMY THILY,
OoOyCJIOBJIEHO ~HM3KMM WJIM aHOMaJbHBIM CHHTE30M IepyJiolsla3MMHa —  Oenka,
TpaHcnopTtupytomero wmeab. ['en ATP7B, MyTtauum KoTOporo BBI3BIBAIOT 3a00JI€BaHMUE,
pacrniosioxeH Ha 13-it xpomocome. PacnipocTpaneHHoCTh 3a00eBanus B cpenHeM - 30 ciiydaeB
Ha 1 MuH. yenoBek. be3 yieueHus - JeTaNbHBIM KMCXOJ NpuUMEpHO B Bo3pacte 30 neT B
pe3yibTare IEYEHOYHOH, TIOYeYHOM HEJOCTaTOYHOCTH, a TakkKe TIeMOpparuyecKux
OCJIOKHEHUH.

Hebunur  anbda-l-anTuTpunicMiHa -  ayTOCOMHO-PEIIECCUBHOE  3a0OJIeBaHME,
BBI3bIBAEMOE HApyLICHHEM CHHTe3a, aibda l-antutpurcuHa. IloHMKEHHAs AaKTHUBHOCTb
ATATB KpoBH U B JIETKUX MPUBOJIUT K dMbu3eMe, HaKoIUleHne HeQyHKIHoHanbHOro A1AT —
K 3a0oneBaHMIO Te4YeHU. Aub(a-1-aHTUTPUIICUH BbIpAOAThIBAECTCS IEUEHBbIO, Y4YacCTBYET B
WHAKTUBALUU (PEpMEHTOB, MPU 3TOM OCHOBHAs €ro (PyHKIMS COCTOUT B 3aIIUTE JICTKUX OT
anactasbl. CuHTe3 anbda-l-aHTUTPUIICHHA PETYIUPYETCS IBYMs KOMHMSIMU T'€Ha MPOTEa3HOro
MHTHOUTOpa cepnuHa-1. DTO KOJOMUHAHTHBIN IeH, KaXKaasi KoMK TeHa cepluHa-1 oTBeyaeT 3a
o0Opa3oBaHMe MOJOBHUHBI TeHa aibda-l-antutpuncuna. [Ipum MyTtanmusx ogHONH MM 00eux
Komuid reHa oOpa3yeTcs MeHbIee KOJWYeCTBO anb(da-l-aHTUTpurichHa OO0  €ro
TcyHKIIMOHAIbHAS Pa3HOBUIHOCTb.

TpancheppruneMuss — TsKenas THIOXPOMHAs aHEMHUSI C T€MOCHIEPO30M BHYTPEHHUX
OpPraHoOB, pelKOoe HACJIEICTBEHHOE 3a00JieBaHME; pPa3BUBACTCS BCIEICTBUE OTCYTCTBHS HIIH
pPE3KOTO CHWKEHHS B Iuta3Me KpoBU TpaHcheppuna (cuaepodununa). Tpancheppun —
KOMILUIEKCHOE coennHeHne Oeral-rmoOynuHa U ¢eppuTHHaA, HE 007anaeT (epMEeHTaTUBHBIM
NeicTBHEM; OCHOBHAs ero (GyHKIUS — TPAHCIIOPTUPOBKA KeJle3a U3 TIa3Mbl KPOBH B KOCTHBIN
MO3T. B KiMHUYecKoit kapTHHE aTpaHCPEeppUHEMHH XapaKTepHO OTCTaBaHUE B (PU3UUECKOM U
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IICUXOMOTOPHOM PpPAa3BUTHU, 6J'I€,I[HOCTB KOXH, IPOrpeCCUPYIOMICEC IMOpaKCHHUEC MHOKapJa C
HCJOCTAaTOYHOCTBIO KpOBOO6paH_[eHI/I$I, renaromMerainAg, HEOOJIBIIOE YBCIIMUCHUC CCIIC3CHKU.
Pa3zBuBaercs PE3Kasd runmoxXpoMHasd aHEMMUL.

4. MOPSIAOK HPOBENEHWSI U KPUTEPUN ONEHUBAHUA
INPOMEXKYTOYHOU ATTECTALIUA

4.1. Ilopsiaok npoBeeHNs MPOMEKYTOYHOM aTTecTaluu

B pamkax Tekymiero KOHTPOJSl B TEUCHHE CEMECTpa JUIsl OLEHKHU 3HAHWM, YMEHHIA,
HAaBbIKOB, IOJIy4a€MbIX B XOJI€ HM3yY€HHUs AUCLUUIUIMHBI, YUYUTHIBAIOTCS YCTHBIE OTBETHI U
BBHITIOJTHEHHE pedepaTUBHBIX COOOIICHUN.
Kpurepuem ycnemHoctu o0OcBoeHUS Y4YeOHOro Marepuaja M0 OKOHYAHUIO Y4eOHOro
cemecTpa (IIPOMEXYTOYHAs aTTECTAllMsl) SIBISETCS OSKCIEpTHAs OLIEHKAa IMpernojaBaTelis,
YUMUTHIBAIOLIAs: TEKYIYIO YCIIEBAEMOCTbh B T€UEHHUE ceMmecTpa (YCTHBIN oIpoc, peepaTuBHbIE
coobmienusi). Kpome Toro, skcmepTHas OlLEHKa IMpernojaBaTelis MOKET OCHOBBIBATHCS Ha
PETYJSIPHOCTH TIOCEIIEHUS] O00s3aTeNbHBIX YYEeOHBIX 3aHSATHH, YCHEIIHOCTH BBITIOJIHEHUS
YCTaHOBJICHHBIX Ha JaHHBIN ceMecTp 00bEMOB paboueill mIporpaMMBl.

[IpomexxyTrounast arrecramusi mpoBoautcss B (opme 3adera mo Owmneram. bumer
COJICP>KUT JIBa TEOPETUUECKUX BOIPOCa

4.2. Kputepuu oueHUBAHUS MPOMEKYTOYHOH aTTeCTAIMU MO BUIAM OLEHOYHBIX
CpeacTB
Kpurtepnu oueHnBaHus TEOPETUYECKOT0 BONPOCA

3auteno CTyAeHT BIAJCET OCHOBHBIMH TMOHSATHUSAMH O TEHETHYECKOM KOHTPOJIE
OOMEHHBIX TPOIIECCOB, 3HAET BO3MOXKHBIC HApPYIIECHUST OOMEHHBIX TPOILIECCOB B CBSI3U C
MyTallUSIMH ¥ TIAaTOT€HE3 HAcleACTBEHHBIX 3a00JeBaHHil OOMeHa, CIOCOOEH NPUMEHSTh
MOJIyYeHHbIE 3HAHUS Ha MPAKTUKE, MOXET CaMOCTOATENbHO paboTaTh C JHUTEpaTypoil H
HWHTEPHET-pecypcamMu o OMOXUMHUYECKOIN TeHETHUKE.

He 3auTeHO CTyJeHT HE BJIaJI€€T OCHOBHBIMU MOHITHUSIMU O TEHETUYECKOM KOHTPOJIE
OOMEHHBIX TPOIIECCOB, HE 3HAET BO3MOXKHBIC HApPYIIEHHUS OOMEHHBIX IMPOIIECCOB B CBS3U C
MyTaIlMsSMA U TIaTOT€HE3 HACJIEeICTBEHHBIX 3a00jIeBaHWN OOMEHa, HE CIOCOOCH NMPUMEHSTH
MOJIy4CHHBbIE 3HAHWs HA TPAKTHKE, HE MOXKET CaMOCTOSATEIbHO padoTaTh C JIUTEPATypod U
HWHTEPHET-pecypcaMu 0 OMOXUMHUYECKON TeHETHUKE

4.3. Pe3yabTaThl NPOMEKYTOYHOH aTTeCTAllMM M YPOBHH C(POPMHPOBAHHOCTH
KOMIIETEH I

IIpu noBeCHUN UTOTOB YUYUTBHIBAKOTCS PE3YJILTAThI TEKYILEH aTTECTALUU.

Oco0eHHOCTH TIPOBEICHUS TIPOIEYPHl OIIEHUBAHUS PE3YJIbTATOB O0YUYCHUS] HHBAIIUIOB
U JHI C OTPaHMYCHHBIMH BO3MOXKHOCTSIMHU 3JI0pOBbS O0O3HAa4YeHbl B paboueil mporpamme
JTUCHUILTAHBL (MOJTYJIS).
«1 ypoBeHb» - 03HaKOMJICHHE (MMETh 0011Iee MPE/ICTABICHUE, Y3HABATh);
«2 ypOBEHb» - IOHUMaHNE y4eOHOro MaTepuaa, U3j1araéMoro B yueOHUKe, METOANYECKON
pa3paboTKe WK MpenoaBaTeieM;
«3 ypOBEHB) - YMEHHE JIOTUYHO, IIOCIEN0BATENBHO, JOCTATOYHO ITOJHO U TOYHO U3J1araTh
W3yYEeHHBIN MaTepua;
«4 ypOBEHbB) - TBOPUECKH UCIIOJIb30BATh [10JIyYEHHBIE 3HAHMUS.

s yoosnemsopumenvroti (TIOJOKUTEILHOM ) OLICHKH 3HAHUH TpeOyeTcss MUHUMYM 3-1
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VPOGeHb YCBOCHHSI yueOHOTO MaTepuara.

Tp960BaHI/Iﬂ (KpI/ITepI/IaJILHLIe l'[OKa3aTeJ'II/I) K YPOBHIO OCBOCHUSA TUCHUIIIMHBI

3aueT o nucrUIUMHE «I'@HEeTUYEeCKU KOHTPOIb OMOXMMHYECKHX MPOIECCOB» MOMKET
OBITh BBICTABJICH 110 UTOTAM TEKYIIEH ycrieBaeMOCTH. J{J1sl CTyJIeHTOB, He HaOpaBIIUX HEOOXO-
IUMoe KolmdecTBO OaymioB (75%) nist BBICTABIICHHUS 3a4eTa MO UTOraM TEKYIIEH ycrleBacMo-

CTH, IPOBOAUTCA 3a4€THOC 3aHATHUC.

Pesynbrar 3auera

TpeGoBanus K 3HAHUAM

3auTeHo

CTYZ[CHT BJIaACCT OCHOBHBIMU ITOHATUAMU O TCHECTUYCCKOM
KOHTPOJIC O0OMEHHBIX TIPOIIECCOB,
3HACT BO3BMOXXHLIC HAPYIICHUSA 0OMEHHBIX poneccoB B CBsA-

3M C MyTallUsIMHU M TTATOT'€HE3 HACIIEICTBEHHBIX 3a00JICBaHUI
obMeHa,

Ccroco0eH TPUMEHSTh TIOJyYCHHbIC  3HAHHWS HAa IPAKTHUKE,
MOJKET CAaMOCTOSTEIILHO PadOTaTh C IUTEPATYpOil U HHTEP- HET-
pecypcaMu 1o OMOXUMHUYECKON TeHETHKE.

He 3auTeno

CTYJEHT HE BJIAJICET OCHOBHBIMHU IOHATHSMU O TI€HETHYE-
CKOM KOHTpOJIE OOMEHHBIX
IIPOIIECCOB, HE 3HAET BO3MOXHbBIE HApYyLIEHUs OOMEHHbIX
IIPOLIECCOB B CBA3M C MYTAllUSAMM U IATOTE€HE3 HACIIEJCTBEH-
HBIX

3a0ojeBaHUil OOMEHa, He CIIOCOOEH MPUMEHSTh MOJTy4YEeHHBIE
3HAHUS Ha MpPaKTUKE, HE MOXKET CaMOCTOSTENIbHO paboTaTh C
JUTEPaTypol W HMHTEpHET-pecypcaMH IO OUOXMMHYECKOU
TEHETUKE
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OMOXMMHUYECKHMX MPOLECCOB, roa Hadopa 2025, popma o0yueHnsi OUHaAA

[TpopexTop o yuebHOU padboTe yrBepxkaeHo 24.02.2025  A.A. CanamaToB

Y4eHbIM COBETOM OMOJIOTMYECKOro (haKyIbTeTa

[Tporokon 3acemanms Ne 6 ot 21.02.2025

[Ipencenarens YueHoOro coBera

ounosoruyeckoro (haxkyJapTeTa COTJIaCOBaHO J.C. CramkeBuy

3acegannem kadgeapbl paaIMaMOHHONW OHOJIOT UM

[TpoTokoun 3acemanus Ne 7 ot 21.02.2025

3aBeayronuii Kadeapoil corimacoBaHo A.B. AkiieeB

ABTOp (COCTaBUTEIIb) H.N. Atamaniok

CtpykTypa padoyeii nporpaMmMbl COOTBETCTBYeT NpuKa3y pekropa ®I'bOY BO
«Heal'¥» ot «13» anpesst 2021 r. Ne 247-1



