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. O6men Genkoe e opzaHuime
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[MpitiHbl OLAKOROI HEAOCTATOMHOCTIL

T
W HefocTarouHoe cofepxanune Genkos B
CYTOMHOM PaynoNe |

¥ HapylWeHwe NPUHUMNE COanancHpOoBanHHOCT!
NUTIHWUA |

» 320onesaHnA, CONPOBOXAAVLMECH
PACCTPONCTBAMM NULLLBAPDEHHA U
BCACKHBANNA DENKOB ¥ AMHHOKHCNOT B
HENYAOMHO-KMILENHOM TPAKTE, YCUNEHUEM
npoueccon xarabonuama cobCTBeNMBIX
GENnKos OPranMaMa ¥ APYrHMK HBPYLIeHWAMM
metabonuama Genkos U aMHHOKMCNOT .



A3oTcoaepxaliue
BelllecTBa TKaHeWl

benku

AMWHOKUCOThI

MoueBuHa

KpeatuH, kpeatuHdpoc hat, KpeaTUHUH
BuoreHHble aMUHbI

XonuH

HykneunHoBble OCHOBaHUA U KUC/OTbI
MoueBas Kucsota
[eTepononucaxapubl
CUHroMmmeninHbl

MopUpUHbIL: rem, LMTOXPOMbI
BunnpyouH

AMMuUaK

n ap.



OO6LLNI a30T KPOBU

A30T GesikOoB KpoBU Heb6esikoBbIN a30T KPOBU
(ocTaTouHbIN) 15-25 MMosib/n

* A30T MO4YeBUHbI — 50%

* AMUMHOKUCIOT — 25 %

* MoueBoW KNcnoTbl — 4%

* KpeatuHa — 5%

* KpeaTuHunHa — 2,5%

* AMMKWaKa n nHgmkaHa — 0,5%

* [lonnnenTunabl, HyKNeoTnabl,
[yTaHWOH, BUNNPYB UH,
MCTaMUH. ..



KoHeuyHbie Npoay KTkl a30TUCTOro obmexa




benku - BBEICOKOMOJIEKY/IAPHBIE OpraHrUYeCKHe COeJUHEeHH ],

COCTOsAINEe U3 OCTATKOB daMUHOKHUCJIOT, COe JMHEHHBIX I'Iel'ITI/I,[[HOI/I
CBA3BHO.

Eenkyn — buypetoBas peakuns

- | O6wmn 6enok
4 N

dpakuum 6enkoB OTaeNnbHbIe GeNKn

ANbOYMUHbI AnbBYMUH
al-Fno6ynuHbl CPb
02-rNobyNnNHbI [anTornobuH,
B-rnobynunHbl MakpornobynmH,
Y-TN106YMNHB LleppynonnasMnH

nT.0.



HecooTBETCTBUE MOTPEOHOCTM OpraHn3Ma B
6ekax nx MoCTYrIEHUIO B OPraHn3M

i B 5 =
HEAOCTATOK
N3BbITOYHOE MOCTYTUIEHUSA
MOCTYTUIEHUE BEJIKA B OPTAHU3M:
BEJIKA B OPTAHU3M Benkosoe ronogaHue \/
-AbcontoTHoe
i, HAPYLLEFVE
LR AMUHOKWUCJ/IOTHOIO
COCTABA
benkoBo-3HepreTuyecKas
MOTPEBJIAEMOIO
HEel0CTaTO4YHOCTb BENKA
MOSIOXKUTEbHBIV —-—
A30TUCTbBIN
BAJIAHC OTPULIATE/IbHBIA A3OTUCTbI

bAJl
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HapylueHns 6e/1KOBOro CoctaBa Mia3Mbl KpOBW

fanepnporenHeMnn

M'MnepcuHTEeTUYECKas: YCUNeHHbI aHTUTenoreHes (Bocnanexue,
anneprus, BakumMHaums) — abcontoTHas runepnpoTemHeMms

NeMokoHUeHTpaynoHHasn: CryuleHne KpoBu- OTHOCUTE bHas
rmnepnpoTenHeEMnA

MapanpoTenHeMns - cuHtes natonornyeckmnx 6enkos — anbda-
eTonpoTenHa (3MOpUoHanbHbIM 6€M10K) Npy NEPBUYHOM pake neveHy,
IgM — npu MuenomHon 6onesnu

FmnonporenHeMun (rmnocMHTeTMYECKas,
reMoauIFOLMOHHAaNA)

Npepnevyerovnan - aedpuumt nuwesoro 6enka.

NevyeHouHan - HapyleHe 6enoKCMHTE3UpYoLWEN DYHKLMM NeYEHU
(UHTOKCUKaLMK, renaTuT, LMppo3 neyeHn)

MNocrnevwerounas - n3bblTouHas noteps 6enka ¢
SKCCyaToM, MpOTEUHYPUS.

OAncnpoTenHeMnn 3abonesaHns neyeHns, anneprus, BocnaneHue,




['MnepnporenHeMuns — NoBbILLEHNE 6enka B KPOBW

 AOGCOJIIOTHAA: MUEeTOMHOW 60/1e3HU U 60/1e3HU
BanbaemMmcTpemMa — CBA3aHHble C MOBbILLEHHbIM
ob6pa3oBaHUEM MaTos/I0rM4Yeckux 6esikos;

* OTHOCUTesNnbHaA. gernapartaumm opraHuImMma
NMPU. TPpaBMax, 0XKorax, THXeJIbiX I/IH(beKLI,VIFIX.



'MnonporenHemus

AOGCOMNIOTHAA:
* OcTpoe u XpoHuU4yeckoe BocnasieHue

— NHgpeKkuMn (BupycHble, 60MbLINHCTBO
6aKTepunanbHbIX, HEKOTOPbIE MapasuTapHbIe).

— PeBMmaTnyeckmne 60se3HN.
— OXKOTW.
— Hekpo3 TKaHW.
* MNMoHWKeHNe CUHTEe3a B NeYyeHun
— [1eYyeHoYHO-K/1eTOYHAA HEeAOCTATOYHOCTb.
— HapyLleHns nuTaHus.
— 3/10Ka4YeCTBEHHble HOBOObG pa30BaHUA.
— cepaeyHas HefoCTaTOYHOCTb.
— BpOXAeHHaa aHalbbyMUHe Mus.
* bepeMeHHOCTb



* YBe/inueHUe NoTepb Gesika N3 opraHu3ma
— HedppoTuyeckuii CUHAPOM.
— OXOTW.
— TpaBMbl 1 pasnaBinBaHne TKaHei.

— TpaHccyaaumna uam skceyfaumst U3 nosbix opraHos U
aANUTENNaNbHbIX NOBEPXHOCTEN.

— MNocne KPOBOTEYEHUIN N BBEIEH WS KPOBO3aMe LatoLL X
XXUIKOCTEN.

— YKenyaoyHo-KuLeYHble 1 nuMmdatmnyeckmne oucTynsl.
* MoBbilWeHne KaTaGosinsma

— [NoBbIlWEeHHasA TeMnepaTypa Tena.

— CeMeliHas nguonatmyeckasi rmnonpoTenHeMus.

— COCTOSIHMA runepMeTabonmama ropMoHasbHOro
NPOUCXoXaeHUs ( TUPEOTOKCUKO3, HEKOTOPbIE
3/10Ka4YeCTBEHHbIE HOBOOBPa30BaHNS).

OTHOCUTeNNbHaA:
* loBblileHNe 06 bEMa KpOBHU (runepBosieMun)



FAMEHUMBIEC 1 HETAMCHIMALE AMIHOKNC 0TI
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[TaTo/10rMKn CBA3aHHbIe C
HapyLlieHnem obmeHa
Heb6e/IkoBOro asoTa KpoBu




HapyLueHns TpaHCcMeEMBpPaHHORO NEPEHOCa
aMUHOKNCOT

MEMEBPAHOITATUA
[lepBUYHbIE
BTopuyHbie

l< 3Tanbl HapyLWeHUa TPaHCropTa aMUHOKUCIIOT

M3 knweyHuka B KpoBb l

U3 KpOBU B renatouunTbl

l

\ W3 nepeuyHOM MOYM B KPOBb

(cvuHapomM ®aHKOHU, LIMCTUHY PUS)

M3 KpoBM B KNIETKU OPraHoB U TKAHEN

Hapywetue cdyHkunmn 6enkos B opraHusme, benkosoe r@pﬁygh ed




CNEUNDPUYHECKUE NMYTU OBMEHA AMUHOKUCIIOT

AT Nyt obMeHa onpenenstoTcs pasnnynsMmm B CTPOEHNN
pagukanoB ammnHokucnot /AK/, noaTomMy oHM pa3HoObpasHbI U
MHOroymcrieHHbl. Bctynasa B atn cneundudeckne peakuymm, AK-Tol
NPUHUMAIOT y4acTue BO MHOMMX BaXXHbIX npoLeccax:

a) B CMHTE3€e rOpMOHOB U HEUPOMEONATOPOB,

6) B CUHTE3€ NPOCTETUYECKUX IPYNMN CHOXKHbIX 6ENKOB -
XPOMOMPOTENHOB U HYKINEONPOTENHOB,

B) B CUHTE3€ CITOXHbIX NMUNUOOB,

r) CUHTE3€e BELIEeCTB, coaepKallmx Makpo3prm4eckyto CBs3b U
ABNAIOLLNXCA UICTOYHUKOM SHEPIUM ANS KIETOK,

n) B 00e3BpeXnBaHNM TOKCUYECKUX BELLIECTB.



PaccTpoicTBa MeTabonnaMa aMUHOKUCIOT

£ MyShared



HapyllueHne okncanTeIbHOro
Ae3aMUHNPOBaHNS

» Kata60/iIn3M aMUHOKMUCJIOT 1, COOTBETCTBEHHO,
PEAKLMN AE3aMUHNPOBAaHVS YCKOPSAKTCA Mpu:

» e [0OJIOAAHNM B pPe3y/ibTaTe YCKOPEHUs pacnaja
OE/IKOB TKaHEeW:;

» o [OCTYM/IEHMN C NULLEN 60bLUMX KOJINYECTB
6enka;

» o caxapHoOM Amabere 1 Apyryx ANUTENBHO
MPOTEKAIOLMX THKENbIX 3ab0/IEBAHUSX, TaKXKE
COMPOBOXXAALINXCS pacrnaioM TKaHEBbLIX 6esIKOoB.

» COnpoBOXAAETCH aMMMUAYHOW UHTOKCUKALIMEN

)
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HapylweHue TpaHCaMMHNPOBaHUS

» Hapylwienme TpaHCaMMHHPOBAHNA — Hapyluenme
PeaKUMKH NepeHoca aMMHOrpynnsl ¢
AMMHOKMCNOTH! (A0HOPE) HA A-KEeTOKHCNOoTY
(BKUENTOP), B PE3YNILTATE HYero obpazyioTcs HoBas

KETOKMCUTOTa 1 HOBaH aMHOXHCIOTa

50 nmprpoxcansdochar

B L]

LTV TeM TRANCaMmmmpOBRANG 50 COOTBOTCTIVIOMIN -
PO TOMNC 1O T CHMTCINPYIOTON TAMETM VAL &M IBORNC I TRL, OO0 X B
ARG MOMCONT B TXANE neocTaronmo. [ sane obparom
PPOICXOINT BEPCPACPOICICmBe SMRIIOID S50 TE B TRAMES I O anas

HEQOCTATOMMOCTE AMUHSRMCTY




HapylueHue aekapboKkcunnpoBaHus
AMUHOKUCNOT

» [lexapboxkcvunuposanue AK - MPoUece oTenneHus
KapOOKCHNBHOM rpynnbl aMuHokicnoT B suae CO2,
HEeoMOTPS H3 ONrPaHMYEHHDBIV KDY aMUHOKKCOT ¥ NX
MPOV3BOAHEX, NOABEDTAIMXCA AeKapOOKCHNIKPOBAHMID B
HHBOTHLIX TKAKAX, 00PAYIOWMACYH NPOAYKTE Peaxuwm ~
OuOreHHse aMmiel — OKa3LIBAIOT CHIBHOE
$ap~axonoruuecxoe AEHCTBHE Ha MHOXECTBO

M3HONOrMUSCKnX DYyHKLIMIE YENOBEKS W XNBOTHBIX,

» THCTHANH  c— TWCTEMHH
» FNYTAMUHOBAR KMCNOTAmi AMMA-AMHHOMACNHHAS KUCNOTA
» TPUNTOREH enmme CEPOTOHHMH

L MyShared
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NOoO OGO WNE

HACNEACTBEHHbIE BOJIE3HU
AMNHOKUC/TIOTHOIO O6MEHA
(AMMHOaUuaonarum)

ANKANTOHYPUS

ANbB/HN3M

TUPO3NHEMUA | TUMA

TUPO3NHEMUA Il TUTIA

MPOMWOHOBASA ALIMAEMUA

METU/IMANIOHOBASA ALIMAEMUSA

BOMIE3Hb C 3AMNAXOM MOYM KNEHOBOIO CUPOMA
(MSUD)

OEHUNKETOHYPUSA (OKY)



MeToabl ANarHOCTUKW
HaC/1eACTBEHHbIX 3a60/1eBaHUN

[TLIP

Macc-cnekTpomeTpus
Xpomartorpadous
IMMYHOMOrMYeCckun aHans
Buoxummnyeckum aHanns
JITOMUHECLEHTHbI aHaIn3



CxemMa AnarHoCTUKu
Hac/ieICTBEHHbIX NaTo/10MMN

reibl ——> ()epMeHThI \ e
| | >

Buoxumus,
\ 4

CrneKTpometrpua

7 Macc-
P MeTaoon M3M

l] ;
Mopcponoruﬂ -




1. lnarHocTukKka Ha ypoBHe
MYTaQHTHOIO reHa

* Ecnu Guoxummnyeckn gedekr
Hen3BecTeH

e B/X AnarHocTuKa 3aTpyaHeHa,
HeJoCTaTo4YHO A0CTOBEpPHA UKN TpebdyeT
MHBA3MBHbIX METOOMK B3SATUS MaTepuaia

* [1ns npeHaTa/lbHOW ANarHOCTUKM

* 1ns1 naeHTUdbnKaUums reTepo3nroTHbIX
HocUTeneu



2. Buoxnmmnyeckasa anarHoOCTUukKa

Ha ypoBHe mMeTabo/IMTOB depMEHTOaMArHOCTHKA

* Matepuan — » Matepuan — KneTku
6uosnornyeckme
XXNOKOCTU, NATHA
CYXOW KpOBU * MeToA, — Harpys3ka
cybCcTpaTom
* MeTtop, —
Xpomartorpadus,

TaHOAeEMHasA MacCcC-
CNeKTpoMeTpUusA



STanbl 6UOXMMUNYECKOI
INArHOCTUKW

* MaccoBbI CKPUHUHT (HEOHATa/IbHbIV
CKPUHWHT)

e Ce/IeKTUBHbIA CKPUHWUHT
* YTOYHAOLWAA AMarHoCcTuka



A. HeoHaTa/lbHbIN CKPUHUHT

* B CO c 1991 ropa — ®KY

B HacToslee Bpemda B PO — OKY,
MYKOBUCLM/A03, aApPEHOreHUTa/1bH bil
CUHOPOM, ra1akTo3eMns, BPOXKAEHHbIV
TMNOTUPEOD3



5. CenektnBHbIN CKPUHWUHT

CxofHble cryyam 3abosieBaHUs B CEMbE
CUHOPOM «BHE3arnHou cCMepTu MraaeHLa»

Pa3Butne metabdosinyeckux KPUN30B MNOCJIE
nepmnoga HOpMaJibHOIO Ppa3BUTUA

HeoOblYHbIX 3anax Moyn n tena

HeBpOJ'IOI'I/I‘—IECKI/Ie CAMITOMbI — MNMOoTeEPA HAaBbIKOB
HEPBHO-NCUXUYECKOIO pa3BUTUA, CyAdOPOrn, KOMbI

[MopakeHne BHYTPEHHUX OpraHoB
JlaGopaTopHble CABUMM



NuddpepeHunanbHblie NPU3HaKu
rMNePAMMHOALUVAEMAIA
Cneuundunyeckumn 3anax Moy u Tena

* «Cnagkun» — JleiiuyHo3
* «BapeHoun KanycTtbI» — Tupo3uHemus |

* «[MOTHbLIX HOM», «Cblpa» — 30BasiepnaHoBas
auuaypusi

* «Kowayben moumn» —
3- TMAPOKCU-n30Bane puaHoBas auuaypus

* «MBIWUHBLIN» — PeHUNKETOHYPUS

* «PbIGHBLIN» — TUPO3UHEMUS ||

* IameHeHUe LBeTa HA BO3/1yXe -
anKanToHypus



HacnepncrtBeHHble gedekTbl BcacbiBaHusa AMK B
no4kax

LinctnHos (cuippom AdpepranbaeHa-PaHKOHN)

OcHoBHOW MeTabonuyecknn gedekT - BpOXXJeHHoe
HapyLleHne peabcopbunm no4Tn BCex a/K (Kpome
LLIMKINYECKIX)

B KaHanbuax NoYeK (HapyLeHne yHKLK NM30COoM)

coepXXaHusi B MOYe MoYTn Bcex a/K - aMmHoaumaypums
(aKcKpeuuns a/k Bo3pacTtaeT B 5-10 pas,
LMCTUHA N LUCTENHA B pas)

N3bupaTtenbHoe OTNOXEHNE LIUCTUHA
B TKaHAX N opraHax



LlnuctnHypuma (WMCTUH-NMN3UHYPUSA)
HacneacTBeHHoe 3aborneBaHue

HapyLweHune O6paTHOFO BCaCblBaHUA UNCTUHaA, JIN3NHaQ,

dPr’mMHNHa N OPHUTUHA

OKcKkpeunst ¢ MOYOW LMCTUHA, NU3NHA, aprMHMHa U

OpPHUTUHA B 50 pas3 BbliLLe HOPMbI

LNCTNHOBbIE KaMHU B NMNO4YE4YHbIX KaHallbLaX



HacneacrtBeHHble HApYyLWeHUA MULUHA:

1. FNUUUHYpUA — XxapakrepusyeTcs
MOBbILLIEHHbIM Bblae/1IeHUEM [NTULUMHA C MOYOU
(0o 1 r/cyT). NpnynHa — HapyLlueHune
peabcopbuumn rMuumHa B noykax.

2. TvneprnnunHemMuns — xapakrepusyeTcs
NOBbILLIEHHOW KOHLEHTPauueun muuuHa B
KPOBUW B C/1eACTBUN AeheKTa
rMMumMHpacLenngiowein depmMeHTHO N
cuctemon (MMUNHCUHTA3bI).

OAOE N°N'.i aoeeai-OAOE T AA" T AAT,

T o L J ! -
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Aeeoel



MepBUYHaA runepokcanarypus —

XapaKTepu3yeTcs NOCTOAHHbIM Bbloe/IEHUEM
oKcasiaTa C MOYOMW.

[lecheKT rMmuuuHamMmnHoTpaHcgepasbl
610KNPYET NpeBpalleHne rmuokcuiara B

[MTALUNH.
[nwa

(Hepospenble PpyKTbl)

P J L O
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OBMEH UMKITUYECKUX AMUHOKUCTIOT
®EHUNTATTAHUHA U TUPO3UHA

deHnnanaHunH - HesaMmeHMMmasi aMMHOKUCI0Ta,
TUPO3UNH - 3aMeHNMaA aMNHOKUCTIOTA.

deHnnanaHnH BCTYNaeT B HE3HAYNTENBbHOE KOMMYECTBO
npeBpaLLleHNN B TKaHSIX.

Kpome BKIoYeHMSA 3TOM aMUHOKUCNOTLI B CTPYKTYPY Monekyn 6erka,
€ONHCTBEHHbIN NyTb MeTabonnama dpeHnnanaHnHa y 34opoBoro YerioBeka —
OKUCJIeHUe 8 MUPO3UH C yYacmueM ¢hepMeHma MUKpPOCoOMasibHO20
OKUCJIeHus1, crneyugu4yecKkou MOHOOKCcU2eHa30U —

®deHunanaHuHaudpokcunasou.
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R PEHWMNANAHIH
| TUPOZIMH
cC=0
I
COOH TPaHCaMWHWPOBaHWeE
II? W Mpu HacneacTBEHHOM AehuunTe hepMeHTa
CH—NH, //ff heHMNEANZHUHIIMAPOKGHMNa3b! ((DEHMNKET OHYPUA)
I Y FOMO3MIoT M3ELITOK hEHMNANEHMHA YRGTHYHO
COOH S NOABEPraeTcA TPAHCAMMHMPOBAHWMIO, B PesynLTare

KOTOPOro OH NPEBPALLZETCA B DEHUNNUPYBAT.
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cC=0
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COOH

PERMNMNPYBAT



U3 TMpo3uHa obpa3syroTcs:

a) 20PMOHbI MO3208020 CJ1051 HAa0MOYEYHUKOB -
aflpeHanuH N HopagpeHanuH,

6) MestfaHUHbI - NUTMEHTbI KOXWN, BOSOC,
pagy>xHon obono4vkmM rnasa,

B) UoOcodepikauwjue 20PMOHbI WUMOBUOHOU )Xesle3bl -
TUPOKCUH N TPUNOOTUPOHMH.



ANKANTOHYPUSA

thymaposan
O2 KKMcnora CO 5
FOMOrEHTW3MHOBAR &—) i
KMCIOTA :
A MERRSE TS aueTovkoyoran  Hy0

COZ TPAHCEMMHWPOBaHKWE

GEHUJIKETOHYPUSA TUPO3UHO3 ANBEUHU3M
0
: £ 0y H,0
PEHWMANAHMH SATHPOSUH | S A g ¥, AOOA
THUPO3WH-
HAO®H, HAO®D rMAPOKGHMNA33
TP2HCEAMWHMPOBaHWE MOAWMHA3a COy MENAHIMHEI

W
CEHNNMMPYBAT

MoATPO2MHE KPETUHU3M

THUPOKCIKH

e

BPOXAEHHLIH AOPAMIH

3
HOPAOPEHAMNIMH
\
AOPEHATIMH



HAPYLLEHUA OBMEHA ®EHUNATTAHUHA U
TUPO3UHA

HapylweHunsa obmeHa atux AK cBA3aHO ¢ HapyLUEHUEM
BnocmHTE3a HEKOTOPBLIX PEPMEHTOB, KOTOPbLIE
KaTanu3npyT metabonunyeckmne npespawleHms atnx AK

HacneacTBEeHHbIE reHeTU4Yeckne 3aborneBaHns:

1) gpeHUnIKemoHypus - HapyLLEH CUHTES beHus1asiaHUH-
a2udpokcuna3sbl

doeHunanaHnH npeepatllaetca B doeHunnmpysaTt

TOKCUYECKOE BO3JENCTBUNE Ha Pa3BUTUE HEKOTOPDLIX
oTAEernoB roJioBHONO MOa3ra.



2) aflbOUHU3M - HApYyLLEH CUHTE3 (PEPMEHTOB,
npespauwaowmnx JOPA B JODA-xpom, NnoaToOMy
HapyLlaeTcs CUHTE3 MeflaHNHOB.

3) afIKanMmoOHYpPUS - HapyLLEH CUHTE3 QUOKCU2€eHa3bl
20MO02eHMU3UHO0B80U KUCJ/I0Mbl, OHa BblOENSETCA C
MO4Y0M, MOYa NPNOBpPETAET YEPHLIN LIBET.

4) KPpemuHU3M - HapyLUEeH CUHTE3 IOOUHa3bl, YTO
NPUBOAUT K HAPYLLEHUIO CUHTE3a NoACoAEPKaLLINX
rOPMOHOB LMTOBUOHOM XXENes3bil.

5) MOXET ObITb HApYyLWEH CUHTE3 depMeHTa
TUPO3MHAa3bl, KOTOPbIN KaTanu3npyeT npespaLleHmne
Tpo3uHa B [JODA, cnegosaTenbHo OyaeT HapyLlaTbCS
CUHTE3 rOPMOHOB MO3roBOro CIfios HaaNO4YE4YHNKOB U
MenaHuHa.



Knaccudmkauma PKY, obycnosneHHon gechmumntom
DAT,
B 3aBUCUMOCTHU OT YPOBHSA (heHunanaHuHa KpoBu

dopma 3aboneBaHus YpoBeHb heHunanaHnHa B CbIBOPOTKE
KpOBM MKMOIb/ 1 Mr/an
300poBble OETH 0-120 0-2
Ilerkas rmnepdeHnnanaHnHemms (I GA) 120-600 2-10
Nerkast ©KY 600-900 10-15
CpegHeTsbkenasa dpopma OKY 900-1200 15-20

Knaccuyeckaa popma OKY 1200 20



Knaccuyeckas ¢peHUnNKeToHypus
(dbeHUNKeTOHYpUSA | TUNA)

nepuunt dhbepmeHTa ¢gpeHunanaHuUH2uldpoKcusa3bl

(PAT)

HakonneHne peHnnanaHnHa n NPoayKToB ero pacnajaa
B OMONOrMYECKUX XXUOKOCTAX

MyTauua reHa deHunanaHnHrugpokcunasol (PAH),
JloKanusyruje2ocs Ha OfluHHOM rifiede XpoMOCOMbI 12,

yyacmke 12qg22-g24.1.



PeHUNKeToHYypUd Il TMNAa

necdnunt dueudponmepuduHpedykma3sbl (DHPR)
|
MeTabonunyeckme drioku
- Ha NyTaX NpeBpalleHns deHmnnanaHnHa B TUPO3UH,
- o6bpasoBaHna NpeawecTBEHHUKOB HEMPOMEeANaTopOB
KaTexo1laMMHOBOIO N CEPOTOHMHOBOIO psaa
L-0odobl U 5-okcuTpunToaHa

MyTauua CTpyKTYpHOro reHa ans UMTo3051bHOW
aurngpontepuanHpenykrasbsl QDPR.

['eH QDPR riokarnu3o8aH Ha Xpomocome 4p15.3.



PeHuUnKetoHypus lll TMNa

HepnocTtaTo4yHOCTbL 6-
nupyesousimempaa2udponmepuHcuHma3ssbi (PTPS),
y4acTBYIOLLEN B NPOLIECCE CUHTE3a TeTparnapobunontepuHa
n3 gurngpoHeonTtepuH Tpudpocdara

MyTauua CTpyKTYpHOro reHa ans UMTo3051bHOU
6-nNMpyBOMNTETPArNMAPONTEPUH CUHTA3bI PTS

eé HeOocmamoYyHOCMb 8 MeYeHU U apumpouyumax

['eH PTS pacriosnioxXeH Ha OJTUHHOM r17iede XpOMOCOMbI 11
8 paloHe g22.3-23.3.



PeHUNKEeTOHYpUA NpoaB/isgeTca Ha NepBOM roay XXU3HMN.
OCHOBHbIMU CUMNTOMaMU B 3TOM BO3pacTe AB/NAI0TCA:

BAMOCTb pebeHkKa;

OTCYTCTBME UHTEPECA K OKpYXKatoLLeMY

VHOrA4a MNoBbILEHHas pas3apakUTeIbHOCTb;
6eCrnoKouCTBO;

CpbIrMBaHNSA;

HapylleHnsa  MblleYHOro  ToHyca  (Yalle
MblLLIEYHaA MMNOTOHUS);

CyAoporu;

NPU3HaKW annepryeckoro gepmMartuTa;

. MOSIB/ISIETCA XapaKTePHbIN «MbILUNHBIN» 3amnax
MOy,

OO0k WNE

© 00 N

[lanee HabnOAETCA OTCTaBaHNEM B h3UYECKOM PasBUTUM
W MporpeccupylolmMMm  craboymveM,  pacCTpoicTBamMu
OB/KEHWNIA N MbILLEYHOTO TOHYCA.



deHUNKeTOHYpUA —
K/IMHUKO-AMarHoctuyeckas naHenb

BO3MOXXHbIN POACTBEHHbIN 6pakK poauTenen
60/1bHOI0 pebeHka;

aHanormyHas natonorua y poaHbIxX Nnu
NBOKOPOAHbIX CU6COB (6bpaThbeB UN CECTED);

CY10pOr1, HapyLleHMNe MbILLEYHOTO TOHYCA;
3K3eMaTO3HblE U3MEHEHUS KOXN;

rMMNonUrMeHTaLma Bos10C, KOXU, paay>KHoW
00O0/104YKU Nas:

«MbILLUUHbIN» 3anax Mo4u:



brnoxmvmyeckas
AviarHocTuyeckas naHesnb

NOBbILWEHHbIN YpOoBeHb peHunanaHnHa B
KpoBu > 900 mKMonb/n;

npucyTcTBME B MoYve DeHUNMUPOBUHOIPAAHOWN,
theHnnmonouHon, oeHUTyKCYyCHOU KUC/IOT,
NnosoXuTesibHada npoba dennuHra.

aHanIn3 Hambonee YyacTbiX MyTauun B reHe
PAH (PAIl') meTtogom [1LP

reHax apyrux doepmeHToB — PTS n QDPR n gp.




PnroopumeTpusa -

KONMYEeCTBEHHbIN BUOXMMMNYECKUIN METO/ ONpeaereHns
doeHnnanaHnHa B KpOBM METOJOM XpomaTtorpadoum

C NMOMOLLIbIO COBPEMEHHbIX aBTOMaTUYECKNX
dortooOpUMETPOB.

icnonb3yeTtca ans npoBegeHna MacCcoBOro

dBTOMaTU3NPOBAHHOIO CKPUHWHIA.



TaHgeMHas Macc-CNeKTpPpoMeTpus —

aHanMTU4YeCcCKnm MetToa nccnegoBaHnya, OCHOBAHHbIU
Ha MacC-CNeKTPOMETPUNYECKOM N3MEPEHUN.
[lpoBeaeHne HeoHaTarbHOINO CKPUHUHTA.

MeToa no3BondeT oAHOBPEMEHHO onpeaensTb
YPOBEHbL TUPO3NHA N COOTHOLLEHUE

doeHunanaHnH/TUPO3NnH.



CKPUHUHT

HOBOPOXAEHHbIX
90 00

m“cmymnmw

CSOMYCRMOVTPUMN - TERET A 08 JITOOMEIFAR (2RI 0R C
SOHITON VW QICYTCTENN SHDMENTE, (ONODN saolintdoms
ANA DAL R DOrANANINmE 8 TODOI

O30 OPCYTOTENG OOMOF0 /3 @ODANTOR OTRENEOWES 53 CrvTed KOpTHAONA

FAMMOIOMUN - MADYLLOHAD CONGRE BOLLICTD, STCYTCTRIYE! SEOpAnesT. KOrOia
POSOPANOEVAMT FANMTONY 8 IOOYy

Bpom derMmanl FUSIULCO S - RADY U CIDOOMA LM ORAOW waredm ¥
LaGesTy DNOOmTedd MOPA0a OT0W wanedie



JleyeHue ¢heHUrIKEMoOHypuu:
N3 pauymoHa pebeHka ucknoyarT deHnnanaHmH u

yBEJTNYNBAIOT B NMAULLE KOJTINHECTBO TUPO3NHA.

Ecnu pebeHka aepxartb Ha 3ToMn AneTe 00 6-7 neT

He BO3HMKAET YMCTBEHHAs OTCTanoCTb, T.K. K 6-7 rogam
ycrneBarT pa3BUTLCA OTAENbI TONIOBHOIMO MO3ra, pasBuTtune
KOTOPbIX 3aePpXXMBAETCH NMpu n3dbITKE B TKAHU MO3ra
doeHunnupysara.



ANKanToHypus

HaKon/1eHne roMoreHTU3MHOBOM KUCNOTH B KpOoBM

HakonieHmne roMoredTMINHOBOM KUCNOoTh 1 ee
NPOAYKTOB OKUC/IEHUA B MOYe

«JyepHan» Moua

OTNOKEHNE rOMOresTUINHOBOK KUCNOTE B TKaHAX!
KOXe, KOCTAX (NO3BOHOYHUK), Xpsille (CycTaBel),
CKNepe, NoYKax, HaAnoYeYHUKax, LWKMTOBUAHON,
noaxcenyaoqﬂon, NpeacTaTenbHoW Xenesax,
MUOKapAe, 3HA0TENUN COCYAOoB

OKUCNEHUE TOMOreHTU3IUHOBON KUCIOTHI

ObpazosaHue MenaHuHNoAobHOro NUrMeHTa -
anKanToHa

OXpPOHO3 ~ TEMHO-KOPUYHEBOE NPOKPalIUBaHWe
TKaHeu 8 MyShared



OXpOHO3 CKNEpb! U «YepHbie yLlun» y
60MAbHbLIX anKanToHypuen




HapyLlieHnsa oémeHa TMpo3nHa

1. Bone3Hb NapkKUHCOHA — pasBMBaeTCA Npn rnéenn

,U,O$aMI/IHepI'I/I‘-IeCKVIX HEWNPOHOB B YEPHOM BeLLEecTBe 1 Ap.
noogpaMyHcoAepXallX obnacTax Mo3ra U YMeEHbLUEH A
CoAepXaHns AohaMmHa B XBOCTaTOM SA4pe 1 CKop/yne.
YacTtoTta 1:200 cpegun nogen ctapwe 60 fneT.

ConpoBoXaaeTca akMHe3nen, ~ JXecTKoCTh H
PErnaHoCcTbLH N TPEMOPOM;
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2. ANbOUHU3M — pa3BMBAETCA NPW HaCIeACTBEHHOM
OTCYTCTBUM UN 6nokaabl TUpo3nHasbl (1:20000). MpoasnseTcs
OTCYTCTBMEM NMUITMEHTAL UM KOXW, CETYATKN 1a3 U BOSIOC

CyulecTBylOT
MHOrI0
pasHoBUHOCTEN

anLbuHN3IMa
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HacneactBeHHasa Tupo3nHemusa 1 tuna (HT1) nnum
renatTopeHanbHasa TUPO3UHEMUSA

* pegkoe (opaHHoE) reHeTn4Yeckoe 3aboneBaHne C
ayTOCOMHO-peLeCCMBHbIM TUMOM HacnegoBaHUS,

« MyTaLuK B reHe dbepmeHTa gpymapunayemoauyemassbl



BpoXaeHHbIn aedekT dpepmMmeHTa pymapunaueroauerassbl
(dbymapunauetorngponassl, FAH), ocyliecTensoLero B
HOPME KOHeYHbIN aTan gerpagaumm TMpo3nHa Ha
HETOKCUYHble pymapar 1 aueTtoaueTar.

[eHeTUYeckun gedekt mytaunm 6ernka, kogupyrowiero FAH
pacnag TMpo3uHa no ansTepHaTUBHOMY
naToNIorM4ecKkomy nNyTu
obpa3oBaHNE BbICOKOTOKCUYHbBIX U KaHLIEPOreHHbIX
CYKUUHuUsauyemoHa, masieusayemoauemama,
gpymapunayemoauemama

[ eH FAH nokann3oBaHHOM Ha ONTMHHOM nriedye 15-n
XPOMOCOMBbI (15g23-g25), COCTOUT 13 14 9K30HOB



MMaTtoreHe3 HT1 Tuna
NHTOKCUKaLUA NpoayKTaMu aHOMarnbHOro pacnaga
TUPO3UHa - hymapunaleToaLeTaTom 1
ManeunauetoaueTaTtoM N X KOHEYHbIMIU
MeTabonuTamum — CyKUMHUMALETOHOM U
cyKuMHmnapeToaueTaTOM,

MUTOXOHApPUanbHble TOKCUHbI, TOPMO3AT
dochopunmpoBaHue n GriokmpytoT Lk Kpebca

nporpeccupyoLlee 3aboneBaHme rneveHn ¢ pasBuTmem
Ne4YeHOYHOM HeQOCTAaTOYHOCTH, UMppo3a, TydoynonaTtum
c popMupoBaHNUEM peHanbHOW TybynonaTuu,
rmnodpocareMmnyecknm paxmTom, CAHOPOMOM
daHKOHU

bes3 neyeHna 'y 40% Oeten  popmupyetcad
renatToliennuonandHsaa vaniiimdonnmAa



CyKuuHunaueToH
|

MHrMOUpPyeT O-aMUHONEBYNMHAT Aerngparaay,
(MpOMEXyTOYHbIN MeamnaTop nopcgpodmnmnHoreHa)

HapyLleHne bnocuHTesa rema
l

KIMTUHNYECKN MOXET MNMpoAaBiaATbCA CUMNTOMaMIN

OCTpOW NepemexatoLlen nopdupuu - bonsmu B

XMBOTE, apTepuanbHON rmnepTeH3neun,

nepmndepnyeckon NnonmMHenponaTnen



JIABOPATOPHAHA
ONATHOCTUKA

[TaTOrHOMOHWYHbIV NMpu3HaK HT1 - BbICOKMN YPOBEHb
CYKUUHuUayemoHa B Mo4e 1 nnasme Kposu (Hopma 0-2
MMonb/Monb KpeaTuHuHa).

[MoBbILLEHHOE coaepXXaHue apomMamu4yecKux
aMUHOKucsiom (TUpo3nHa, METUOHKHA, NMPOJINHA,
dheHnnanaHnHa 1 ap.) B CbIBOPOTKE KPOBWU,
onpegensgemMbiXx METOAOM TaHOEMHOW Macc-
CMEKTPOMETPUMN.

Anboa-gpemornipomeur (ADI1) — mapkep nponudepaumnm
XXen4yHblx xogos.. Npu HopmanbHoOM ypoBHe AP anarHos
HT1 comHuTENEH. ‘

KocBeHHbIV Npu3Hak HT1 -  d-amuHonesyrnuHosou
KUcsiomel



[NononHuTenbH

B 6moxmmmqec?le aHanunsax Kposu

YMEPEHHO M08bIWEHHbIU YPOBEHL MpaHcaMuHa3s 2-3
HOPMAbl,

npu3HakKku xoriecmaasa — ebicokuu ypoeeHb T Tl u
wierioyHou ghocghamassnl,

ar1IekKmposiumHeiu oucbarnaHc ornpeoesiiemcs
8blpaxeHHOCmbo mybyrionamuu — HU3KUU YpPO8EHb
KarnbUus u gpocghopa 8 cbiIBOPOMKe Kposu, oechuuyum

bukapboHamos



A S A

CvHapomMm PaHKOHM -

[ NtoKO3ypUS

docartypuga

Kanbumnypusa

[ eHepann3oBaHHaa aMmnHoaumnaoypua

[loyeYyHbI KaHanbLeBbIM aunao3



5. UccnepgoBaHue cucteMbl CBEpPTbIBaHUS KPOBU —
BUuTaMuH K — 3aBrucumas koarynonatus — oeuumt Bcex

nevyeHo4YHbIX pakTopoB cBepThiBaHUA (I, V, VII, X, IX, XI, XII),

* yOrMHeHne npoTpombunHosoro n A4YTB,
* CH>KEHNE NPOTPOMBUHOBOIo nHaekca, PnbpuHoreHa,

aHTUTpomMbuHa lll.

KoarynonaTtua 4aule BCcTpeyaeTca Npu OCTpou
TUPO3NHEMUN U NPOTEKAET 3HAYUTENBHO TAXENee, YeM Npu
Opyrnx 6onesHsIX NeYeHun, Torga Kak akTMBHOCTb TpaHCaMUHa3

n cogepxaHme ounnpybunHa, BolpakeHbl YMEPEHHO.



Tnpo3nHemus tuna ll

HeJOCTAaTO4YHOCTb mup03UH-aMUHompchcbepasbl
(16922.1-g22.3, reH TAT).

KnnHunyeckue NposBneHnsa BO3HUKAKT B paHHEM BO3pacTe:

3aJepkka YMCTBEHHOIO 1 OM3NYEeCKOro pasBuTUsl.

N3bA3BNEHNSA POrOBULLbI, KEPATO3 NagoOHEN U CTOT.

JlTabopaTopHble AaHHbIe:
* HeOCTATO4YHOCTb TUPO3MHAMMNHOTPaHCcepasbl Npu
nccneaoBaHUM akTUBHOCTU hepMeHTa B buonTtarax neyveHu
* TUPO3UHEMUS, TUPO3UNYPUS, aMUHOAUMAYPUSA, METUOHUHEMMNS

N METUOHNHYPUA,



Tnpo3nHemus Tunal lll

HeOoCTaTOMHOCTb 4-2UudpoKcugbeHunnuUpyesamauopoKkcunasbl
(12g24-qgter, reH APO).

XapaKTepHbl OTCTaBaHWe B pa3BUTUUN, ANNU304bl aTakCuu,
MeTadbonnyecknin aumaos.

JTabopaTopHble AaHHbIe:
* MOBbILLEHHAs IKCKpeLUUsa TUPO3nHa, 4-rmapokcueHnnnupysara,
A-rmapoKkcudpeHnnnakrara,
e aHM3ouunTOo3, cdhepoumTo3
* HEeOOCTaTOYHOCTb 4-rMapoKCcndeHNNNMpPyBaT rmapoKcunasbl
Npu nccriegoBaHn akTUBHOCTU doepMeHTa B buonTtartax nevyeHu
e BO3MOXXEH NpeHaTarbHbIN AnarHo3 (onpeaerieHne CyKUNHUM
aLleToHa

B aMHUOTUYECKOWN KUAKOCTU) NN aKTUBHOCTU (DEPMEHTOB



bone3Hb KnneHoBoro Cupona

BPOXAEHHbIV AedeKT MeTabonm3mMa aMUHOKUCIOT,
NPMBOASLLNI K MNOSIB/IEHNIO B MOYe 60/1bLLOM0 KOSIMYeCTBa
Ba/IMHa, NevuyHa, n3onenumHa n aanounsonenymHa,
BC/Ie[ICTBME Yero OHa npuobpeTaeT 3anax K/J1eHoBOro cupona.

* HacnencTtBeHHOe 3aboneBaHne C ayTOCOMHO-pPeLe CCUBHbIM TUMOM
HacnegoBaHUA. BcTpevaeTca ¢ YacTotor 1 Ha 120-300 Thic.
HOBOPOXAEHHbIX

* [lepBU4HbIA BUOXUMUUYECKNA AeddeKT 3aKMYaeTCcA B OTCYTCTBAN
NN PE3KOM CHKEHWUN aKTUBHOCTW (pepMEHTHOW CUCTEMBI,
obecnevymBaroLLen oKUCINTeNIbHOE AeKapboKCUMpoBaHne TpeX

aAMUHOKNCOT - NIeMUMHa, N3onenumHa n BaJiMHa.
* B pe3ynbrate B opraHM3Me Hakar/imBakoTCA 3T aMUHOKUC/TOTbI U

nx NpealecTBEHHUKN. Hanboree naToreHHo Hakors/1eHme
nenunHa.



bone3Hb «KNeHOBOro cupona» Moyu

Koma * KeToauuaos
PBoTa  [UnornkeMus

OTCYTCTBUE UHTEpeca ¢ MnepaMMOHUEMUS
K OKpYy»KatoLLLe My

ANbTE PHUPYIOLLIE e
HapyLLeHue
MbILLIEYHOTO TOHYyCa

3anax K1eHoBOro
cupona




HapyLleHna obmeHa TpuntogpaHa

BornezHe XapTHana: Bnepsble onucaHa Baron ¢ coasT. B 1956 rody. AyTOCOMHO- peLeCCUBHbIA TUM
HacnefoBaHWs. HabnogaeTcs reHeTuYeckoe 3MeHeH1e TPaHCNopPTHOW dyHKUWK KNETOK
CMM3UCTON 060 M0UKM KULLIEUHMKA M NPOKCUMANbHBIX 0TAEMOB NoUeUHbIX KaHanbUes. 3T0 BedeT K
M30NMPOBaHHOMY AedeKTy TpaHCcnopTa MOHOaMUHOKap 60HOBBLIX KUCAOT. HapylleHue KUWeuHo i
abcopbumm TpunTohaHa NPUBOANUT K ero 6akTepuansHoOMYy pacllenneHuo B KU edHke Ao MHOona
W MHOoKCKUNa. MeHepanu3oBaHHaa aMyHoauuaypusa o6ycnoBneHa HapyleHem KaHanbLeBoi
peabcopbunm.

AethuynT TpunTohaHa B KpOBW, 3HAOMEHHLI Aeth UUKMT HUKOTUHOBOW KMCMIOThI,
[MnepamuHaunaypys 6e3 NoBbIWEeHWA KOHUEHTPaUWMWM aMUHOKUCOT B KPOBW, NOBbILLEHHOE
BblAeNEeHWe C MOUOW MHAOMBHLIX COeAUHEHWIA.

OAHUM U3 TUNWYHBIX MPU3HAKOB CMHAPOMA ABNAETCSA NOBbIWEHHAA YyBCTBUTE/IbHOCTE KOXW K
YNETPahnMoNeTOBLIM Mydam — NOABEHUE TUNepemMun, LWEMyLLEeHNS, My3blpeid, 3MEHEHWUA KOXW
MOryT HanomuHaTk nennarpy.

Co CTOpPOHbI HEPBHOW CUCTEMBI OTMEYAKITCA aTakCKs, Xopeod) OPMHbIA MMNepPKUHES, MHTEHLWMOHHbI
TPemop, NOBbILLEHWE NepUoCTanbHbIX pedNekcoB, HUCTArM, HapyLlweHne KoHBepreHuuu.
M3meHeHns NCUXKKU NpOSBNAKTCA Aenpeccuen, pobuamu, rannouvHauuaMu, a Takke
YMCTBEHHOW OTCTANOCTLH.VIMEeTCA CKIOHHOCTL K KONManTOWAHbIM COCTOSAHUAM, CUMbHBIM
rONOBHLIM 60NAM.

MOF‘)/T oTMeYaTbCs 60K B XXUBOTE, Avnapes. OnNWCkIBAKOT renarocnneHoMerameo, OCTeOonopos.



NHauKaHypus
BrnepBbie onucaHa B 1965 roagy Bickel.
B ocHOBe 3aboneBaHnsA 1eXNT HapyLLeHne BcacbliBaHUA TpuntodaHa B
KULLEeUHUKe ¢ obpaszoBaHnem N36bITOYHOIo KosiImyecTBa MHAo0Ma, KOTOPbINA
BCcacbIBaeTCA, OKUCIAETCH, cynbpatnpyercs n BbileNsaeTca B BUje NHanKaHa.
[MocneaHnini okmcnaeTcAa Nof BAMAHUEM BO3[lyXa 0 ronyboro nHankaHa,
OKpaLunBaroLLLero neneHkn B cCMHUiA uBeT (6one3Hb "ronyobIxX neneHok”).
[pn nHAMKaHypun HabnwaaeTca rmnepkasibumemms, Hed) pokanbLIMHO3,
nepunognyeckas rmnepTepmms.

CuHgpom Taga
[aHHbI cMHApPOM BnepBble onucaHd B 1963 rogy Tada ¢ coaBT. nojg HazBaHuem
"TpuntohaHypna ¢ HaHU3MOM". AYTOCOMHO- pPeL|e CCUBHbII TN Hacnen0BaHuA.
Mpun cuHgpome Taga HabnwaaeTcAa HegocTarok (pepMeHTa
TpunTopaHnNupponassl, Kata/iM3npyroLLero npeepatleHne TpuntogaHa B
KWHYPEHWH. HapylueHna cBA3aHbl C 3H0reHHbIM AeMuUnToM HUKOTUH OBOIA
KUCNOTbI N N30bITKOM NHAONLHLIX COeAUHeHniA. [pu cuHgpome Taga oTmevaeTcs
rnybokast ymcTBeHHasA OTCTa/I0CThb, HaHN 3M, MO3)XeUKoBas arakCusi.

CuHpgpom lMpaiica
BrnepBbie onucaH B 1967 r. Price ¢ coaBTopamu. 'eHeTnuecknii aetekr
KWHYPEHUHrM apokcunasbl. Habnwaaercs n3bbITOUHOE BbleNIeHne ¢ MoYoi
KWHYpeHWHa 3a cuet 6noka pepmeHTa. OCHOBHOE NMposiBNeHune cuHapoma lNpaiica
- CKnepoaepmus.



HapyLwieHnsa obmeHa rnytamaTta

anunencua - XPOHNYECKOE 3abosieBaHMe roI0BHOIO

MO3ra yesioBeKa. XapakrepusyeTcs NoOBTOPHbIMU
rpuriagkamMmn,

PaccTpoiicTBa BECTUOY/IAPHON CUCTEMBI;

ViLLle MUK — 3ab6oneBaHne, XxapakTepusyoLleecs
YMEHbLLEHNEM KPOBOCHABXEHNS yYacTKa Tesa, opraHa

WM TKaHW BCNEACTBME oC/1abneHnst v npekpaLleHus
npuTOoKa K HEMY apTepuasibHOM KPoBMU;



