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Cnucok coxkpameHui

JTHK — ne30xcupuOOHyKIENHOBAS KUCIOTA

PHK — pubonykienHoBas Kuciaota

HBO — nacneactBennbie 00se3HU 0OMEHa

MIIC — mykononucaxapuios

BJIIIM — Gosne3Hu apIxaTeabHOM e MUTOXOHAPHUH

MB — MuTOXOHIpUATBHBIE OOJIE3HU



Uucno M3BECTHBIX HACIEICTBEHHBIX OOJIE3HEH M CHHIPOMOB B HACTOSIIEE
Bpemsi ouenuBaercss B 4500 (OMIM, 2007). Ilpenmonaraercs, 4to pacuudpoBka
reHoMa W UACHTU(UKAIKS HOBBIX T€HOB HE CHIJIBHO OTPA3ATCS Ha ITOW BEITUYHHE,
XOTSI M IPUBEYT K YTOUHEHUIO T'€HOB - KAHJUJATOB, OTBETCTBEHHBIX 32 KOHKPETHHIE
HACJIeJICTBEHHBIC 3a00JIEBaHMSI, a TAKKE T€HOB — MOIU(PUKATOPOB, HATUYNE KOTOPHIX
B TOM WIH WHOM aJUIeIbHOM BapUaHTe MOXET CYIIECTBEHHO BIHATh Ha
(dbeHoTUnM4IeCcKrne 0COOEHHOCTH O0JIE3HHU.

HacnencrBennsie  Oosie3HM  OOMEHa  BEmIECTB — 3TO  MOHOTEHHO
Hacjeayromuecs 3a00ieBanmsi, 00yCIOBIEHHBIE MyTAIMSIMU T€HOB, TIOJI KOHTPOJIEM
KOTOPBIX OCYIIECTBISIETCSI CHUHTE3 MOJUMENTUAOB (OEJIKOB), BBIMOJHSIOMIUX
paznuuHble PYyHKUIUM (CTPYKTYpPHbIE, MMMYHHOM 3alUThl, (D€PMEHTHOrO KaTajiu3a,
TPAHCIIOPTHBIE).

N3BecTHO, dYTO pa3HOOOpa3HBIE TMPOIECCHI XPAHCHHS, peTH3aluu |
BOCIIPOM3BEJICHUSI TEHETUYECKOW WHpoOpManmuu O0OECIeUYnBAIOT HYKICHHOBBIC
KucioTel:  ne3okcupudonykienHoBas (JAHK) wu  pubonykneunnoBas (PHK).
HykiienHOBBIE KHCJIOTBI — 3TO TMOJUMEpPHI, MOHOMEpPAaMH KOTOPBIX SIBISIOTCS
HyKJeotubl. HykimeoTua BKIro9aeT B ce0s a30TUCTOE OCHOBAHUE, YTIIEBOJ TICHTO3Y
1 ocTaToK (ocHOpPHOI KUCIOTHI. A30THCTBIC OCHOBAHMS HYKJICOTHIOB JICIATCS HA 2
TUIA: TypPUHOBBIE (aICHUH U TYaHUH) U MUPUMUIUHOBbIE (TUMUH, IMTO3UH, YPALIHI).
NMeHHO a30TUCThIE OCHOBAHMS ONPEACISIOT YHUKAIBHYIO CTPYKTYpy Mosiekyn JJHK
u PHK.

MecTtom xpaHneHus reHeTudeckoi nadopmaruu opranuzmos ssisiercs JIHK. B
1953 rony k. Yorcon u @. Kpuk npeainoxuiam MOAENb €€ CTPYKTYpPbl, COTJIACHO
koropor Mosekyna JIHK cocTouT u3 IByX NMOJMHYKICOTHUIIHBIX LENEH, CIUPAIBHO
3aKpy4YEHHBIX OJHA OTHOCHUTEIIbHO Jpyrod. JIBe HYKICOTHUIHBIE IEMOYKHU
o0wveauHst0TCS B enuHy0 Mosiekynny JIHK mpu momommu BOTOpOIHBIX CBSA3EH MEKITY
a30TUCTHIMH OCHOBAaHMSIMU HYKJIECOTHUIOB pa3HbIX Leneil. CoearnHEHbl a30TUCThIC
OCHOBAaHMA MO0 nOpuHOUNY KoMmummMmeHtapHoctu: A — T, I' — L. B ocHoBe
BOCIIPOU3BEEHUS ceOe MOJOOHBIX KUBBIMU OPraHU3MaMU JICKUT MPOLECC YIBOCHHUS
monekyn JHK (perukarms).

PubonyknennoBass kuciora (PHK) cocroutr u3 ogHON MNOJUHYKIEOTHIHOU
nenouku. B Hykneotunax PHK umerorcst 4 tuma azotucthix ocHoBanuii: A, I', I, ¥V
(ypaumi). OcuoBubie Buasl PHK B knetke:

- Undopmanmonnas (matpuunasi) PHK — mepenocutr wmHpOpMammio o CTPyKType
oenka ¢ JIHK Ha puGocoMpl (MECTO HEMOCPEACTBEHHOTO CHHTE3a IMOJUIECHTHIHON
uenu). Y 4enoBeKa KakIbld OeNOK KJIETKH KOJUPYETCA OTIEIbHOU MOJIEKYJIOW U —
PHK. Monekyna u — PHK npeacraBiser co6oil HE3aMKHYTYIO IIETIOUKY.

- Pubocomamprass PHK — p-PHK Bxomut B cocraB pubocoMm, mnpuHHMAET
HENOCPEACTBEHHOE YYaCTHE B CUHTE3€ NOJIUIECITUAHOMN LETH.

- Tpancnoptaas PHK — 1-PHK mepeHOCHT aMUHOKHCIOTHI K MECTy CHHTE3a OEITKOB
Ha pubocombl. Crientuduanocts T-PHK ompenensercs cTpykTypoil aHTHKO/IOHA, T.€.
y4dacTKa COCIMHEHHUS C OINPEACICHHBIM TpuiieToM HykiIeoTuaoB u-PHK. Kaxmbrii
AHTUKOJIOH OTPECIISIET CIOCOOHOCTh CBSA3BIBATHCS C OMPEACICHHON aMHUHOKHUCIOTOM
Ha npyrom koHne T-PHK.



['eHeTnyeckuil MaTeprall 4€JIOBEKAa CKOHLIEHTPUPOBAH B SJIPE€ U MPEACTABICH
XpoMocoMamu, B KOTopbix Mosekyna JJHK oOpa3yeT cinoxHbIii KOMIUIEKC ¢ OeTKamu.
COBOKYIHOCTh XPOMOCOM KJIETKM HAa3bIBA€TCA KapUOTUIIOM. Y UEJOBEKa B
kapuoturne 46 xpoMocoM (44 ayTOCOMBI U 2 TOJIOBBIE XPOMOCOMBI — Y sKEHIIUH XX,
y wmyxunH XY). B kapuorune coMaTH4eCKUX KIETOK BBIICISIOTCS Mapbl
OIMHAKOBBIX (MO (opMe U TEHHOMY COCTaBy)  XpPOMOCOM (FOMOJIOTUYHBIE
XpOMOCOMBI): 1-1 — MaTepuHcKas, 2-s1 — oTuoBckas. Habop xpoMocom, coaepkamniuit
napbl TOMOJIOTOB, Ha3bIBAETCSl TUILIOUIHBIM. ["amMeThl (II0JI0OBBIE KIIETKH), COJIEPHKAT
MOJIOBUHY JTUTIJIONTHOTO Habopa, 0 OJTHON XPOMOCOME U3 KaXKJI0# Maphl TOMOJIOTOB
(ramnonHei HAOop). Kaxknas xpoMocoMa COCTOUT U3 ABYX MIAECHTUYHBIX XPOMAaTHU]]
¥ MaKCUMaJbHO criupann3oBaHa. COeqUMHSIIOTCS XpOMATHABI B 00JIACTH IEHTPOMEDHI.
KoHueBpie y4yacTkm XpOMOCOM Ha3blBatOTCS TenoMepamu. OHH MPEensiTCTBYIOT
CIUIIAHUI0 XpOMOCOM. C KaXIbIM HOBBIM JICJICHUEM KIETKH TEPSETCS y4acTOK
tesioMmepbl.  [lotepss Bcell TenoMepbl MPUBOAUT K CMEPTH KIETKH. YYacTOK
XpOMaTHUIBl MEXAY UEHTPOMEPOM U TEJIOMEPOM Ha3biBaeTca Iuiedom. Ilieun
0003HaYaIOTCSI: KOPOTKOE — P W JUIMHHOE - . B 3aBUCUMOCTH OT pacmoJIOKCHUS
LEHTPOMEPHI PA3INYAIOT CIACIYIOIIUE TUIIBI XPOMOCOM:

- MeTaleHTpuueckue (p = q);
- cyOmeTanieHTpudeckue (q > p);
- aKpPOIIEHTPUYECKHE (OHOIICUHE — ().

Kpome »3TOro, CymecTBYIOT KJIETOYHBIE CTPYKTYphl, OOJaJaromiue
COOCTBEHHOW TEHETHYECKOW WHPOpMAIMEH — MUTOXOHAPHUH, KOTOPHIE HUMEIOT
koJbleBbie Mutoxouapuanbasie JIHK (Mt — JIHK) B konuuectBe 3 — 10 konuii. B
MHUTOXOHJIPUSIX YEJIOBEKA COJEPKUTCSH BCEro 37 T€HOB, B KOTOPBIX OTCYTCTBYIOT
uHTpoHBl (Hekoaupyromue yyactkn JHK): 132 reHoB KOAMPYIOT OTIEIbHBIE
CyObEIMHUIIBI KOMIUICKCOB JBIXaTCIbHOM IIEMM MHTOXOHApWH u 24 TeHa
00eCIeuynBalOT TPAHCIIAIUIO O€TKa Ha MUTOXOHAPHUATBLHBIX PUOOCOMAX.

CyTtb xpomMocoMHOU Teopuu HacienactBeHHocTH (T. Mopran u ero mkosna)
COCTOMT B CJIEAYIOLIEM:

1. I'ensl pacronararoTcs B XpOMOCOMAax B JUHEHMHOM MOCIIEI0BATEIbHOCTH.

2. Kaxnaa xpoMocoma npeacTaBisieT rpynily CUETUIEHUS TE€HOB.

3. Kaxaplil TeH 3aHUMAET B XpOMOCOME OMNPEJICIIEHHOE MECTO — JIOKYC.

Jlokyc — 3TO yd4acTOK pacmoJIOKEHUsI T'€Ha Ha XpPOMOCOME. XPOMOCOMBI
COAEpKaT IOCIENOBATEIbHOCTH TE€HHBIX JIOKYCOB, IPHUYEM Y TOMOJIOTHYHBIX
XPOMOCOM 3TH MOCJIENOBATEIBHOCTH OJIMHAKOBBIE. [ €HbI, paCIION0KEHHBIE HA OJTHOU
XpOMOCOME,  ABJSIOTCA  CUCIUICHHbIMHA. (OJHAKO CUCIUICHWE HE  SBISIETCA
abcomoTHBIM. B pesynbpTaTe KpOCCHMHTOBEpa CIEIJICHHBIE TEHBI MOTYT OBIThH
Pa3bEAMHEHBI U TPU MEMOTUYECKOM JEJICHUU OHU OKA3bIBAIOTCS B PA3HBIX FaMeTax.
JIJist XapaKTepUCTUKHU TIPOSIBJICHUSI TEHOB B (DEHOTHUIIE MCTIOIB3YIOTCS CIICIIUATbHBIC
TEPMUHBL:

[TeneTpaHTHOCTH — IPOSBIISIEMOCTh Te€HA B (DEHOTHTIE.

DKCIPECCUBHOCTh — CTENIEHb BHIPAXKEHHOCTHU MPU3HAKa B (DEHOTHUIIE.

I'eHoTun — 3TO cucTemMa B3aUMOJEHUCTBYIOIIUMX TE€HOB, a ()EHOTUIl — PE3YIbTaT
B3aMMOJICHCTBUSA F'€HOB B KOHKPETHBIX YCIOBUSAX BHELIIHEW CPEBI.



Ienernueckuit momumopdusm (I'TI) — reHeTwdeckass BapuaOenbHOCTH B
npenenax oaHoro Buaa (Homo sapiens). I'll He HapymiaroT 3KCHpPEecCHIO0 TE€HOB, HO
NPUBOJAT K TOSIBIICHHIO OEJIKOB C W3MEHEHHBIMU (PU3HKO — XHUMHUYECKHUMU
cBoiicTBamu (Hampumep: u3odepmenTsl). Pasauma mexay mytarusmu u [Tl Becema
OTHOCHUTEIIbHA.

MyTtamuyn — 3TO HACIEICTBEHHBIE HW3MEHEHHUS TE€HETHYECKOTO MaTepuala.
bonpmiasg yacte MyTalnuii NpUBOAMT K PA3IUYHBIM HAPYLICHUSIM HOPMaJIbHOTO
Pa3BUTHS, HEKOTOPBIE U3 HUX JIETATIbHBL.

MyTarennsie ¢hakTopsl (0Ka3bIBaIOT OBpekaatomee Aeiictsue Ha JITHK):

1. ®usnueckne: MOHU3UPYIOLIEE H3IYUYECHHUE, BO3JACUCTBUE KOTOPOTO MOMHUMO
nepsuuHoro nospexaeHuss [JHK, oOpasyeTr B kiieTke CBOOOJHBIE paJMKabI,
CIIOCOOHBIE BTOPUYHO BBI3bIBaTh U3MEHEHUSI TeHOB, Y D — usnyyenue u ap.;

2. Xumuueckue (pa3uyHble COeAUHEHUS );

3. buonoruueckue (BUPYChl, MOOWIbHBIE T€HETUYECKUE JJIEMEHTBI, HEKOTOPHIE
(bepMeHTHI).

'eHHble MyTauuu TPEACTABISAIOT COOOM HW3MEHEHHsS] HYKIEOTHUIHOTIO COCTaBa
JNHK otaenbHBIX reHoB. MyTanmuu MOTYyT MPOUCXOJIUTh B OJIHOM TOYKE JHOO B
HECKOJIbKUX Pa3HbIX TOYKaX.

OnpenenstoT 1Ba OCHOBHBIX Tpoiiecca (opMUPOBAHUS TCHHBIX MYTAITHIA:

1. 3ameHa OgHOTO HYKJIEOTHJIa Ha APYroil B CMBICIIOBOWM 4YacTH TreHa (PK30HE):
TpaH3UIUMU (MECTOPACIIONOKEHUE MYPUHOBBIX W MUPUMUJIMHOBBIX HYKIECOTHUIOB
COXpaHsIeTCs1), TPAHCBEPCUH (IIyPUHOBBIE U MUPUMUIUHOBBIE HYKJICOTH IBI MEHSIIOTCS
Mectamu). TodeuHble 3aMeHBl B Komupyromux mnociegoBatenbHocTsax JHK moryr
OBbITh MPUYMHON PA3TUYHBIX MYTallMil, TUI KOTOPBIX IOJHOCTBIO OMPEIENIAETCS
MPUPOJION HYKICHHOBOW 3aMEHBI, TO €CTh T€M, KAaKHM CTAHOBUTCS TPEXOYKBEHHBIM
Ko (KoJIoH) HyKJIenHoBo# nocinenoarenbHocTy JIHK mocne 3amensl. Tak, B ciydae
HOHCEHC MyTalluM 3aME€Ha HYKJIEOTHJa B KOJHUPYIOUIEH YaCTH I'€HAa NPUBOAUT K
00pa30BaHUIO CTOI — KOJOHA — TPUILIETA, HA KOTOPOM MPEKPAIACTCs TPAHCISIITUS H,
COOTBETCTBEHHO, CHHTe3 Oenka Ha pubocomax. B cmydae mucceHc MyTanuu
BO3HUKAET TPUILIET, COOTBETCTBYIOIIMNN KOJAOHY APYrOd aMHUHOKHCIIOTHI, KOTOpas U
OKa3bIBACTCS BKIIOYECHHOU B TOJUTICNITUIHYIO IIEMb MyTaHTHOTO OemKa.

2. CoBur paMKd CUMTHIBaHUS: HWHCEpIUs (BCTaBKa OJHOTO WJIM HECKOJBbKHUX
HYKJICOTUIOB), nenenuss (yTeps OJHOTO WIM HECKOIbKHX HYKIEOTHUIOB). ITO
MIPUBOJUT K OCTAHOBKE TPAHCIISILUH.

3. «/luHaMu4ecKue» MyTalMd — CIOHTAHHBIE W3MEHEHHS 4YHUCIa TaHIECMHBIX
MOBTOPOB W3 OJHOTO W 0OoJiee HYKJICOTHIOB B TPAHCKPUOMPYEMOW 4YacTH TeHa.
Hapacranue TpuIieToB BeIeT K CHUHTE3y MENTUAOB C HEOOBIYHO JJIMHHBIMU
MOHOTOHHBIMM TPAKTaMH OJHOM aMHHOKHCIJIOTHI, HAIPUMEp, TIIOTAMUHOBOM, B
ciydae xopeu [ eHTuHTTOHA, MO0 HapymaeTcs: GyHKIHS TeHOB ¢ AePUITUTOM OCITKOB
(curapOM JIOMKOM X — XpOMOCOMBI).

DT anbTepaluu NPOUCXonsaT Bo Bpems perumkauuu (yasoenusi) JIHK mpu
MOJArOTOBKE KJIETKH K JEJIECHHUI0. XOTS MPOLECC PEIUIMKALIMU YPE3BbIYaiHO TOYHBIN U
CYIIECTBYET CJIOKHas cucTemMa (EPMEHTOB y3HABaHWS W WCIPABICHUS OIIMOOK
peruMKanuu (permapaiumn), TeM He MEHee, TaKue OMMOKH BCTPEUYAIOTCS B CPETHEM C
yactoTtor 10-9 — 10-11 Ha 01MH BKIFOUEHHBINA HYKJICOTHU.
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MyTamuy MOTYT OBITh (YHKIIMOHATHHO MOJYAIIMMHE, €CIM OHU HE 3aTParuBaioT
CTPYKTYpY CaMOro TreHa WU NPUBOASAT K TaKUM 3aMeHaM HYKIEOTHUIOB, MpPH
KOTOPBIX B KOHEYHOM MOJIMIENTHAEC COXPAHSAETCS Ta K€ aMUHOKUCIOTA. [I0CKOIBKY
KaXJash aMHUHOKHCIOTAa KOAUPYETCS HECKOJIbKMMHU pa3HbIMU Tpumieramu (3
MOCJEA0BATEIbHBIX HYKIEOTHIA), TO 3aMEHA OJIHOT0 U3 TPEeX HYKJICOTHUAOB B KOJOHE
HE BCET/Ia MPUBOIUT K 3aMEHE aMUHOKHUCIIOTHI B O€IIKe.

MyTanuu BBIKIIOYAOT paO0OTy I'eHa, BEAYT K 3HAYUTEIbHOMY CHUKEHUIO CUHTE3a
ero 6enkoBoro mpoaykra («MuHyc 3h(exT») uim K ero u30bITKy («ITroc dPdexTy),
WM K TIOSBJIICHUIO aHOMAJIBHOTO O€liKa, CIIEICTBUEM YETO SIBISIOTCS MOHOTEHHBIC
00Je3HN.

Okomo 10 — 20 % mnpencraButeneil Oenoil packl 3amanHoir EBpombl u 2 %
xurtenen Poccum  ABISAIOTCS  TETEPO3UTOTHBIMH — HOCHUTENSIM ~ MYTAallMd T'€Ha
mykoBuctumo3a (mytamus delF508). CormacHo mociemHUM — JAaHHBIM IO
pactmppoBKe MOJEKYISIPHOU CTPYKTYphl 1 — ¥ mapsl XpOMOCOM YEJIOBEKa, B HEH
Haxoautcsi 3141 ren, 950 nceBmoreHoB (r€HbI, YTPATUBUIME BCIEACTBUE MYTAIUi
crnocoOHOCTh K 3kchpeccun). C 3TOH XpOMOCOMOUM CBsI3bIBAIOT CBbIIE 350
HACJICJICTBEHHBIX 3a00JIeBaHUH W MHOTHE 3JI0Ka4eCTBEHHBIC 00Opa3oBaHusA. Ywucio
reHoB Ha X — xpoMocome oneHuBaercsa B 1098, u3 koTopbix 99 KOHTPOJIUPYIOT
PENPOAYKTUBHYIO (YHKIIMIO WA ACCOLIMUPOBAHBI C PAKOM.

O0mas xapakTepucTHKA MOHOTE€HHBIX HACJIEICTBEHHBIX 00J1e3Hell 00MeHa:

1. HocAat BpoXIOEHHBIN XapaKTep;

2. ManudectupyroT B 11000M BO3pacCTe;

3. IIposBASIOTCS ONpPENEIIEHHOM, YaCTO MPOrPECCUPYIOMIEN KIMHUYECKON

CUMIITOMATHKOM;

ConpoBoxAat0TCs TPyOBIMU HAPYIICHUSIMU KU3HEJAEATEIbHOCTH YETIOBEKA;

ConpoB0oXXAaI0TCS Pa3TMIHON CTENEHbI0 YMCTBEHHOM OTCTAJIOCTH;

[Tomnexar TpyT0EMKOMY U TOPOTOCTOSIIIEMY JICYEHHIO;

HNmeroT BBICOKMI 3aKOHOMEPHBIN PUCK II€pEIaud HIOTOMCTBY;

B cnydasix TOUHOW AMArHOCTUKH U HATUYHS TOJIpOOHON MH(GOPMAIIIH O TUTIS

MyTallUH U €€ TOKIMHUYECKUX (OMOXUMHUYECKHUX ) MPOSIBICHUSX MOJJIeKAT

JTOPOJOBOM AUArHOCTHUKE;

9. B ciygasx pazpabotku 3¢ (HEeKTUBHOM Teparuu MOAJIekKAT JOKIMHHIECKOMY
BBISIBJICHUIO U JICUEHUIO.

PN

buoxumuyeckas kiaaccupukanusa HbBO:
bone3nn oOMeHa aMHHOKHUCIIOT;

Bones3nu yrieBogHOro 0OMeHa;

bone3nu oOMeHa opraHMueCcKUX KUCIIOT;
Bbone3nu oOMeHa KUPHBIX KUCIOT;

bone3nu oOMeHa myprHOB U TUPUMUJIUHOB;
Bone3nu oOMeHa xonecTepuHa;

Bbone3nu oOMeHa rema u noppUpPUHOB;
bone3nn oOMeHa MeTaioB;

bone3nn oOMeHa BUTAaMHHOB;
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10.bose3Hn KIETOYHBIX OPTraHeIll: JIN30COMHbBIE, IEPOKCUCOMHBIE,
MHUTOXOHJIPUAIIBHBIE;
11.HapymeHnus nukiaa MOYEBUHBIL;

Knunnuyeckas knaccupuxkanusa HbBO

I'pynna HBO Kiaunnuyeckue ocobennocru |[Ipumepst
3a00J1eBaHuil
Hapymenusi cuaTe3a 1 [CUMOTOMBI IOCTOSIHHBIE, JInzocomHbIe,
pacnaaa MPOTPECCUPYIOIINE, HE 3aBUCAT[IEPOKCUCOMHBIE
0MOMaKpOMOJIEKYJT OT UHTEPKYPPEHTHBIX 0ome3Hn
3a00J1€BaHUI U HE CBSI3aHbI C
0COOCHHOCTSIMU TTUTAHUS
boJse3nun Ocmpas unmokcukayus: Hapymenus oomena
HHTOKCHUKAIUOHHOT O IpBOTa, JeTaprus, Koma, AMUHOKHCIIOT,
TUIIA MEYECHOYHAsl HEJIOCTATOYHOCTh, [OPraHUYECKUX
TpOoMO0IMOOIHS KHCJIOT, ITUKJIa
Xponuueckasn MOYEBHUHBI
UHMOKCUKAUUA:
nporpeccupyromas 3I1IMP,
KapIMOMHOIIATHS
ALI103, K€TO3, TUIOTJIUKEMUS,
rUIepaMMOHUEMUS U T. 1.
Hapyumenus MpliIeYHas TUITIOTOHHS, MHUTOXOHApHUAIBHBIE
[oOpa3oBaHus u kapauomuornarus, 3[1IMP, Oosie3Hu, 00JIe3HU
YTHJIU3ALUMU JHEPTUM  PKUpOBas TucTpodusi meueHn |0OMEHa KUPHBIX
JlakTaTanuao3, TMIOTJIMKEMUSI [KUCIIOT, TIIMKOT€HO3BI

Hacaenosanue HBO:

1.
2.
3.

AyTOCOMHO-PEIIECCUBHBIN TUI HACIEAOBaHUS;
AyTOCOMHO-JOMHWHAHTHBIA TUIT HACJICIOBAHUS,
X-cuemnneHHbIi peneccuBabid TUT HacnenoBanus (MIIC 11 (6-up XanTtepa), 0-

Hb Pabpu, agpeHoneKoauCcTpohus);

4.

Bapuantsl kanauvdecko Mmanudecranuun HbO:

1

2.
3
4,

HO30JIOTHYECKHE (hOPMBI.

MutoxoHapUaibHOE (MATEPUHCKOE) HACIIEAOBaHUE.

OcTpble TsKENBIE PACCTPOMCTBA B HEOHATAIIBHOM IIEPUO/IE;
[To31HO MOSABNAIOMIMECS OCTPBIE HIIM OBTOPSIOLINAECS CUMITOMBI;
XPpOHUYECKHUE MTPOTPECCUPYIOIINE CUCTEMHBIC HAPYILICHUS,
Crnenmduieckre MOCTOSHHBIC TPU3HAKH, YKA3bIBAIOIME HA OMPE/ICICHHBIC




Oprannyeckne aMOHOANUAONATUN, OPraHUYECKHE ANUIYPHUH, OPraHNYecKHe
anuaeMuu — Tpynma 3a00JieBaHUM, KOTOPBIE XapaKTEPU3YIOTCS IOBBIIICHHON
AKCKpELUE OpPraHuYeCKUX KUCIOT C MOYOM, OOJBIIMHCTBO KOTOPHIX BO3HUKAET B
pe3yiibTaTe HApYUIEHUW ONPEAEICHHBIX CTaIuii OOMEHa AMUHOKHCIIOT.

K HHM OTHOCSTCS: 3/0KadecTBeHHas Tunep(eHMIaTaHuHEMUS, TUPO3UHEMUS,
0O0JIe3Hb  «KJIEHOBOTO  CHpPOIa» MOYM, THUHOEPICUIMH —  H30JICHIMHEMUS,
M30BaJIepuaHoBast aruaeMust (00JI€3Hb «IIOTHBIX HOTY ), TOMOITUCTUHYPHS.

Oto Hamboyiee W3y4YeHHash TpYNNa TEHETHYECKH JEeTEPMUHUPOBAHHBIX
dbepmenTonaruii. J{ns kmaccnyeckux panaux gopm OA xapaKTepHO OCTPOE HAYAJIO C
pa3BUTHEM  CHMIITOMOB  METa0OIMYECKOW  JCKOMIICHCAIUU: HapylIeHue
BCKapMJIMBaHUS, pPBOTA, HAPYUICHUE CO3HAHUS, SOWIENTUYECKHE MPUCTYIIHI,
M3MEeHEeHHe MbImedHoro Tonyca. Jms OA ¢ mo3gHed mMaHudecTanmueir xapakTepHO
HapylIeHUE IICUXOPEUEBOr0 pPAa3BUTHUS, AaTaKCHUsl, OYaroBbIE HEBPOJIOTUYECKHUE
CUMIITOMBI, CUHJIpOM Peiie, MOBTOpHBIE MAPOKCU3MBI HEOOBICHUMOTO KETOAINA03a,
MICUXUATPUUYECKUE  PacCTpOMCTBa. BroisiBienne y  peOeHKa — TSKEIOTO
METa0OJMYECKOTO aIua03a B TIEPBbIE JTHU JKU3HU TO3BOJIAECT 3arO03PHUThH
3aboneBanus u3 rpynmsl OA.

XapakrepucTuka MeTa00JN4YeCKOro anuao3a. KucnotHo — menoyHoe
pPaBHOBECUE — MOJJIEPKAHHUE B OMPEEIICHHBIX MpeeaxX MOCTOSHCTBA BOJOPOTHOIO
nokazarens (pH) BHyTpeHHel cpeabl opraHu3Ma. XapaKTEepU3yeTCs KUCIOTHO —
OCHOBHOE COCTOSIHUE TpeMsi OCHOBHbIMU mokazarensmu: pH, Pco2 (mapumanbHOe
nasnenue CO2), conepxanue rujipokapoonaToB (ruapokapoonatsl HCO3, u30biToK
ocaoBanmiit BE, Oydepnasie ocHoBanust BB).

pH nmma3mbl  oTpakaeT  KOHUEHTPALMIO  TUAPOBOJOPOJHBIX HOHOB U
MOJJEPKUBACTCS B Y3KUX Ipenenax ot 7,35 no 7,45.

OOMEHHBIC TPOIECCH COMPOBOXKIAIOTCSA BBHIPAOOTKON WM morjomeHueM H+, B
pe3ylibTaTe uero CHWXaercs (amuaemMus) Wi moBblaercs (ankainemus) pH.
N3menennss pH mnpenorBpamatorcss OypepHbIMU CHCTEMaMH, KOTOPbIE BPEMEHHO
bukcupyrot n36pToKk H+, a 3aTeM OH BBIIETACTCS MOYKAMH.

[lpuumHOl Merabommyeckoro (oOMeHHoro) amumo3a mnpu OA  sBusercs
MOBbIIIIEHHOE OoOpa3zoBanue H+ B pe3yibTaTe HAKOIUIEHHS KETOHOBBIX TEJI B KPOBU
MIpU YCWJIEHHOM KaTa0oiu3Me Oejika U HAaKOIJICHUH B OMOJIOTMYECKUX KUAKOCTAX U
Tka"sax AMK um ux npousBoaHbix. B Tex caywasx, kKoraa OpPOAYKIUS KHUCIOT
MPEBBIIIAET BO3MOXXHOCTH MOYEK BBIBOAUTH UX, YMEHBIIAETCA COAECpKaHUE
ruApoKapOOHATOB B KPOBH, a 3aTeM cHU»kKaetcst u pH.

3so0kavyecTBeHHasi runepdenmiaanannneMus (peHnIKeToHypus)

Imuonozua u namozenes:

MyTanuu B CTpYKTYPHBIX T€HAX ITUTO30JbHBIX (PEPMEHTOB:

* IUTUIPONTEPUANHPEAYKTA3BI (T€H KapTupoBaH Ha 4p15.31);

sryaHO3UHTpHU(OCHAT — MUKIOTHAPOIIA3EI (TEH HE KAPTHPOBAH);

*6 — MUPYBOMWITETPATUIPONTEPUH CUHTA3bI (FeH KapTupoBaHd Ha 11q22.3 — q23.3)
MPUBOAIT K HEIOCTATOYHOCTH OTUX (EPMEHTOB B JICUKONHUTAX, JTUMDOIUTAX,
APUTPOIUTAX, TPOMOOIUTAX, ITeUeHU. B CBOIO oYepenb HEeOCTAaTOYHOCTh (epMEHTa
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OJIOKUPYET CHHTE3 TETParuapoOHONTEeprUHA, YTO BEIET K HAPYIICHUIO (YHKIIHH
THAPOKCUTIA3 apOMAaTUYECKUX aMHUHOKHUCIOT ((heHmIamaHuH, TUPO3UH, TpunTodaHa)
U, CJEeJI0BaTEebHO, K HapYIICHHUIO Mpollecca THAPOKCIINPOBAHUS (DeHUIIAIaHNHA B
MEYEHHU, TUPO3MHA — B TOJOBHOM MO3r€ M HAJANOYEYHUKAX, TpunrodhaHa — B
TOJIOBHOM MO3r€, HEAO0CTaTOUYHOCTH HelpoTrpancMuTTepoB (HAODPA, cepoToHUH,
HOpATIMHE(PPUH),  TOPMOKCHHIO  CHHANTHYECKOW  Tepemadd  BO30YKICHWS,
HAKOIUJICHUIO B OMOJIOTMYECKHUX JKUIKOCTAX M TKaHsIX apomatuieckux AMK um ux
MPOU3BOAHBIX ((PEHUIMTMPOBUHOTPATHAS KUCIOTA, (DEHUITYKCYyCHAs! KHCIIOTa), MHOTHE
n3 Kotopeix TokcuuHbl it [IHC. B romoBHOM MoO3re HaOMIOJAIOTCS IPOIECCHI
JEMUETUHA3ALNYT U TJI1034.

Breinensitor 3 popmbl 3m0KadecTBEHHOMN THUNEpPEHITATTAHNHEMHN (B 3aBUCUMOCTH OT
HEJIOCTATOYHOCTH COOTBETCTBYIOIIETO (epMEHTa), KOTOpPhIE HMEIOT CXOXKee
KJIMHUYECKOE TEUCHHUE.

Knunuueckue npusnaku:
* B IEpPUOJEC HOBOPOXKIECHHOCTHU, JIMOO HA TEPBOM TOAY KU3HHU MOSBISIIOTCS
HapyIlIeHne BCKAPMIIMBAHUS 33 CUYET AUCGAruu, BsUIOCTh, TUOTPO(US, OTCTABAHHE
pocTa, TUIEepBO30YANMOCTD, CyIOPOTH, CHIYKEHHE MOTOPHOW aKTUBHOCTH, 3aJEpKKa
JBUTATEIBHOTO PA3BUTUS C IPOTPECCUPYIOIIMM OTCTABAHUEM IICHUXHKH. YacTsl
AMUWICNTH(OPMHBIEC TTPUTAJKU: PA3BEPHYTHIE CYJTOPOKHBIC U 0ECCYTOPOKHBIE TUIIBI
KUBKOB, IIOKJIOHOB, B3[IparuBaHuii, KPATKOBPEMEHHBIX OTKJIFOUYEHHUIN CO3HAHUSI;
* B pPAaHHEM BO3paCTE€ BBISABISIETCS MBIIICYHAS TUIIOTOHMS, KOTOpas CMEHSAETCS
MBIIIIEYHON THUMEPTOHUEH, NPHUBOIAIMEH K CBOCOOPA3HON «ImO3€ TOPTHOTO
(momKaTble HOTM U COTHYTBHIE PYKH), OTMEYAIOTCS THIEPKUHE3bI, TPEMOP MaJbIEB
PYK, aTakCusl, HIEHTPAJIbHBIC MTAPE3bI;
* JICTH YacTO OCJIOKYypBIC, CO CBETJIOMN KOXEH 1 ToJIyObIMU TJIa3aMHu,
* OTMEYAKOTCS JAEPMATHUThI, 3K3€Ma, NOBBIMICHHAs MOTIMBOCTh C XapaKTEPHBIM
MBIIIUHBIM 3aI1aXO0M;

Cmepth B Bo3pacTe A0 3 J€T OT UHTEPKYPPEHTHBIX MH(OEKUUNA U TAKEIOU
sHIIeanomaTum.

Marepunckasa OPKY

1. Bonesns nmpencrasiser coboi aMOprodheTonaTHio: CHHIPOM YMCTBEHHOU
OTCTaJIOCTH U BPOXKJACHHBIX AaHOMAJIMI KaK pe3yJbTaT JCUCTBUS HA ILIOL
BBICOKOT'O YPOBHSI (p€HUJIaJIaHWHA B KPOBU MaTe€pu, KOTOpask CTPaJaeT
(heHUTKETOHYpUCH;

2. V nmereit oTMedaeTcss yMCTBEHHAsI OTCTAIOCTh, BPOXKICHHAS TUApoIiedanus,
HH3Kasl Macca TeJia MPU POKICHUH, TUIIOIUIAa3Us OTAEIIbHBIX PETHOHOB MO3T4,
MIOPOKH CEPALA U IPYTUX OPTraHOB, MUKPOAHOMAJIUU PA3BUTHSI;

3. TsKecTp KIMHUYECKUX MPOSBICHUMN 3aBUCHUT OT CTEIICHU YBEINYCHUS
conepxxanusi @A B KpoBU y MaTepu BO BpeMsi OEpEMEHHOCTH.

JAmnarnocruka:
1. TloBwimeHnue ypoBHs (ennanaHruHa B IJIa3MeE;
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2. CHWXEHHE AaKTUBHOCTH JUTHMAPONTEPUIUHPEAYKTAa3bl B  JIEUKOLMTAX,

sputpormTax, pudpodracrax;

CHIKeHue coiepKaHusl HEONTEepUHa U OMONTEPUHA B MOYE;

4. Harpy3ounsiii tect ¢ (enmnaranuHoMm (180 Mr/kr) — He yBETWYMBAETCS
YPOBEHb OMONTEPUHA B CHIBOPOTKE;

5. Harpy3ounsiit Tect ¢ terparuapoobmontepunom (7, - 20 Mr/kr) per os u
BHYTPUBEHHO — BEJIET K HOPMaJIU3alMK IJ1a3MEHHOTO (heHmnaianuHa yepes 4
— 8 4acos.

W

Jleuenue

JleyeHue MOKHO OBITH HAYaTO HE MO3AHEE 3 — HEJEIBHOTO BO3pacTa XU3HU
pebenka. /lueta, mpu KOTOpOit HEOOXOAMMO MCKIIOYUTH U30BITOYHOE MTOCTYTICHUE B
opranusM pebdenka AMK ¢dennnananuH, ICTOYHUKOM KOTOPOTO SIBIISIETCS O€IKOBast
numia. Mcnons3ytorest cmecu, He coaepxarue @A: MDmun OKY — 0, Jlodpenanax,
Adenmnak, AnoaTu®KY40.

Ha3nauenne Ha 1 — M MecsIie )KU3HM (Cpasy MocCIie MOCTAHOBKU JTUATHO3A):
1. Terparumpobuontepur 2 — 20 Mr/Kr/mneHp per os;

L — JIO®A 10— 15 Mr/kr/neHs:

Kapou/IODA 0,5 — 1,5 mr/kr/nenp;

5 — rugpokcutpuntodan 3 — 5 MI/Kr/IeHb;

®donuesas kucnora 10 Mr/aeHs.

D B W

[Ipy CBOEBpPEMEHHO YCTAaHOBJICHHOM JUAarHO3€ W HA3HAYCHUU JICUYCHUS
MPOTHO3 B IUIAHE JKU3HECIOCOOHOCTH OJIATONPUSATHBIA, XOTS COXPaHHOCTh
VMHTEJUIEKTA U OTCYTCTBHE HEBPOJOTMYECKON CUMITOMATUKH TOCTUTAETCA HE Y BCEX.

Ipodpuiakruka

[IpenaranbHas [MArHOCTUKAa BO3MOKHA IIyTEM OMNPEACIICHUS aKTUBHOCTHU
OUTUIPONTEPUIMHPENYKTA3bl B  KyJbType aMHuouurtoB, wmerogamu JIHK —
JMAarHOCTUKKN;MaccoBbId CKPUHUHT HOBOPOXKJIEHHBIX (JOKIMHUYECKAsl TUArHOCTHUKA
O®KYVY) — npoBeieHNE EPBUYHOTO U MOBTOPHOTO HccienoBaHus (perect) ypoBus OA
B 00pa3lle KpOBH HOBOPOXKICHHOTO B YCIOBHSX PETrHOHAIBHOTO MEIUKO —
TEHETUYECKOr0 LEHTPA, KyJa JOCTABIAETCS MaTepual U3 POAWIIBHBIX JOMOB HIIH
JNETCKUX CTAalMOHAPOB M MOJUKIMHHUK. | 3Tan MaccoBOro HEOHATAIIBHOTO CKPUHUHIA:
ecmn ypoBeHb DA Beime 2 mMr% Tpelyetcs obcinemoBanue Ha Il srame. Il stam
MacCOBOTO HEOHATaJbHOIO CKpuUHUHra: eciu ypoBeHb DA 2 — 6  wmr% -
runepeHmIaranHiHeMusi, TpeOyeTcs oOrpaHWYeHHEe MOoTpediseMoro Oenka W
JUHAMHUYECKU KOHTpoJib DA B KpOBH, JieueOHbIE CMECHM HE IOKa3aHbl,  €CIHU
ypoBeHb DA BrIle 6 Mr% - ®KVY, HeoOxoauMa KecTkasi JueTa C UCIOJb30BaHUEM
ne4eOHbIX CMecei aMUHOKHCIOT NuieHHbIX DA, moj xoHTposnem ypoBHs DA B
KpPOBH.

Tupo3unemus (THPO3MHO3, FreNAaTOPEHAIbLHAS TUPO3UHEMUSI)
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ITHOJIOTHS ¥ NTAaTOreHe3:

MyTramuun B CTPYKTYPHOM reHe LATO30JILHOTO dbepMenTa
dbymapunaneroaneTaT — TUApodasbl  (KaTalu3WpyeT TMOCIEIHIO  PEaKIUIo
karabonmm3Ma THUpO3WHA — TuAponn3 (ymapunaneroanerara Ha (ymMapoByIO W

allETOYKCYCHYIO KHUCJIOTBl) MPUBOAST K €€ HEIOCTAaTOYHOCTH B IEUEHH, IMOYKaX,
mumporutax. ['en kapTupoBan Ha 15q23-q25.

HenocrarouHocTs pepMeHTa BEAET K BHYTPUKICTOYHOMY HAKOIUICHUIO TEIAaTO
U PCHATOTOKCHUYHBIX (ymapuianeroarnerata © Majewiamneroanerara, 4Yro W
0OyCJIOBITMBAET MATOJOTUYECKUE W3MEHEHUS TICYCHH M TOYEK: MUKPOHOMYJISPHBIN
(mpencTaBieH MpU POXKIACHUU) LUPPO3, MPOrPECCUPYIONIUNA B MAKPOHOYJSPHBIM
HHUPPO3, AUCIIACTUYECKUE U3MEHEHHUS, MIPOTPECCUPYIOIINE B TeNATOUEILTIOISPHYIO
KapUMHOMY, TJOMEPYJIOCKIEPO3 U YJIbTPACTPYKTYPHBIE HW3MEHEHUS KaHAJIBIIEB,
XapakTepHbIe 11 cuHApoMa DaHKOHMU.

Kaunnyeckasn KapTHuHa.

OcTtpas dopma:
Pa3BuBaeTcs B HEOHATAIBbHBIM IIEPUOJ WM B IICPBBIC HEICITH/MECSIBI KU3HHU,
XapaKTePU3yeTCs:

1. OrMmeuaercs pBOTa, IUapes, ACTHApPATAINS, 3a7CPKKa (PU3UICCKOT0 Pa3BUTHA,
OTCTaBaHHUE B pOCTE, THUNOTPOdUsSA, JIUXOpaaKa, MBIIICUYHAS THUIOTOHHSA,
3aTSHYBIIASACS KENTyXa, CHenuUUEeCKHil 3amax Tejaa I0 TUIY «BapeHOro
KaIlyCTHOTO JIUCTay, TelaToOMeraius, renaTocieHOMETalIus, PEAKO — aCIIuT;

2. Yacro 3aboneBaHne MaHU(PECTHPYEM BO3HUKHOBEHHEM OCTPBIX IMEYCHOYHBIX
KpH30B, Korjaa Ha (oHe (eOpHuIbHON TeMIIepaTyphl OCTPO Pa3BHBACTCS ACIIMT,
KeNTyxa, a0JoMHUHaIbHbIC OO0JH, KPOBOTEUEHHS B OOJIACTH KEIYJOYHO —
KHUIIIEYHOT'O TPAKTa;

3. CmepTh HacTymaeT B Bo3pacTe 10 1 roja oT MEYEHOYHOW HEAOCTATOYHOCTHU
WJIA KPOBOTEUCHMUS.

Xponuueckas popma:

Pa3BuBaercss Ha MepBOM TOMy XKU3HH, UMEET OoJiee MATKOE XPOHHYECKOE TEUYCHHE,

XapaKTEPU3YETCH:

I. IleyeHOuHBIE KpH3bI, XPOHHUYECKAs] [IE€UYEHOYHAs HEJOCTATOYHOCTh C
rernaToMerajineid Wik renaToCIUICHOMETaluen;
2. TloueuHo — tyOynsipHas AUCHYHKIUA C HEPPOMETAIUEH;

PaxuTt co ciennduiaeckuMu N3MEHEHUSIMU CKEIIeTa;

4. Tuneprpoduyeckas OOCTPYKTHBHAST  KapJUOMHUOMATHs, apTepUaTbHas
TUIIEPTEH3US;

5. HesBposoruueckue Kpu3bl — IPUCTYMbI NEpUpEepUIECKO MOTMHERpOTIaTUH: B
ocTpyro a3y pa3BUBAIOTCS OOJIE3HEHHBIE MapecTe3nH, apTepuaIbHas
TUIIEPTEH3US, TaXUKapAus, MapaIATUYECKas HENPOXOAUMOCTh KHIIIEYHUKA,
MIPOTPECCUPYIOIINE Napajuyd, IJIUTEIbHOCTBIO | — 7 &mHEH, mocie 4Yero
HACTyNaeT MePUOJI BOCCTAHOBJIEHUS;

6. BO3HHKHOBEHHE aICHOMATO3a U IEIaTOKapUUHOMBI y IE€TEN cTapiie 2 JeT.

W
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7. CMepTh HacTymaeT B Bo3pacte 3 — 10 JIET OT MEYEHOYHON HEJOCTATOYHOCTH,
KPOBOTECUECHUM, KAPIIUHOMBI ITEYEHH, HEBPOJIOTHYECKUX KPHU30B.

JAnarnocruka:

1. CHmwkeHHe aKTHBHOCTH (pyMapumiiameroanerar — TUAPOIa3sl B JIUMQOIHTAX,
PUTPOLIUTAX, OMONITATE NTEUYCHH;
2. lloBbllIeHWE YPOBHA TUPO3WHA, CYKIIMHMJIAIIETOHA B MOY€E U KPOBH.

Jleuenue

1. Huzkobenkosas nueta (1,8 — 2,4 T Oenka/Kr B CyTKU 7S eTedt 4 — 5 MecsieB
u | r Oenka/kr B CyTKH JUIsl JeTeW crapmiero Bo3pacTta). HasnaueHnwe
CHEUUANIbHBIX cOaTaHCUPOBAHHBIX CMECEH HE3aMEHUMBIX U 3aMeHUMbIX AMK,
YIJIEBOJIOB, KUPOB, BUTAMUHOB, MUHEPAJIbHBIX BEIIECTB, MUKPOJIEMEHTOB, HE
colepKalluxX THUPO3UH U (QeHunananud. B Poccum 3apeructpupoBaHo
HECKOJIBKO MPOAYKTOB JJISI JUETHYECKOrO MHUTAHUs AETEW Pa3HOro BO3pacTa
(XPHEN TYR Tuposunon, XPHEN TYR — Amnanor; XPTM — Amnanor
(xommanus «Hytpuius»)

2. Hasnauenue mnpemnapata OpdamuH, KOTOpHIA HHTHOUpYeT ¢epMeHT 4 —
TUAPOKCU(DCHIIIMTUPYBATANOKCUTEHA3Y, YTO MPEeAoTBpamaeT o0pa3oBaHUE
CYKIIMHUJIAIETOHA. J[aHHBIN BUJ JICYCHHS] TPUBOJUT K YIYUIICHUIO (YHKIIHH
[IEYCHHU, NOYEK, MPEIOTBPALIACT PA3BUTHE HEBPOJOTMYECKUX Kpu3o0B. [Ipu
paHHEM  Ha3HAYEHUM I[IpenapaTta CHUXAETCd PUCK  BO3HUKHOBEHUS
renaToOKaplUUHOMBI.

3. TpaHcrutanTanusa Ne4YeHu, FreMOIUaIn3.

Hpodpuiakruka:

[IpenatanpHass  OIMAarHOCTMKA  MYTEM  ONPEACIICHUS AKTUBHOCTH
dbymapuianeToaneTaTTuIpoia3bl B KyJbTYpE AaMHHOIMTOB, OWOMNTAaTE XOPHOHA;
ONPENEIEHUS CYKIIMHWIALETOHA B aMHUOTUYECKOU KUIKOCTH.

boJjie3Hb «KJIEHOBOT0 CHPONAa» MOYM (JIeHIIUHO3)

ITHOJIOTUSA U NMATOTeHe3:

MyTauuu CTPYKTYpPHBIX TE€HOB [ KOMIIOHEHTOB MHTOXOHIAPHUAIBHOTO
MYJIBTH(PEPMEHTHOTO JETUIPOTEHA3HOTO KOMIUIEKCA 0. — KETOKHCIOT C OOKOBBIMU
LEMSIMU MPUBOAUT K UX HEJAOCTATOYHOCTU B MEUYEHH, MBIIIAX, MHOKap/Ae, MOYKax,
KAPOBOU TKaHM.

KeTokucnoTel TpaHCHOPTUPYIOTCA B MHUTOXOHIAPHUHU, Tle (DYHKUHUOHUPYET
MyJIbTH(QEPMEHTHBIA  JETHAPOTCHA3HBIM  KOMIUIEKC. HemocTtarodHoCTh  €ro
KOMITOHEHTOB MPUBOJUT K HAPYIICHHIO OKUCIUTEIHLHOTO TeKapOOKCHIMPOBAHUS O —
KETOKUCIOT ¢  OOKOBBIMM  LemsMU  (0-KETO-B-MeTHIBaIepuaHOBOM,  O-
KETOM30KAMPOHOBOM, (i-KETOM30BAJIEPUAHOBOI) U UX HAKOIUICHUIO B OMOJIOTMYECKUX
KUJKOCTSIX U TKAHAX B COYETAHUM C AMUHOKHUCIIOTAMHU, POU3BOAHBIMU KOTOPBIX OHU
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ABJSIOTCS  (JieiiuHa, W30JieiiMHa, BajlnHa). UTO B CBOIO Ouepellb MNPUBOAUT K
METa0OJIMYECKOMY KETOalu03y, THIEPAMMOHUEMHUH, TOKCHUYECKH JIEHCTBYET Ha
I[IHC, BbI3BIBas T€HEpPATU30BAHHBIA WM JIOKAIbHBIN (O€l0e BEmecTBO MO3KEUKa,
CTBOJI MO3ra) OTE€K T'OJIOBHOT'O MO3ra, TMIIOMHEIIMHU3ALNI0 U aTpoduro. JleluH u
€ro KETOKHCJIOTa WMEIOT O€3yCIIOBHBIA HEUpPOTOKCHYEeCKUU IPGHEKT, Toraa Kak
HEUPOTOKCUYECKOE JECHUCTBUE BAJMHA U €r0 KETOKHUCIOTB COMHHUTENBHO. 3arax
«KJIEHOBOTO CHpOMa» OOYCIOBJIEH HAKOIUIEHHEM O-KETO-[3-MeTUJIBAJIEpUAHOBOM
KHUCJIOTHI.

Knunuka:
Knuanuecknit peHorumn rereporeneH. Paznugaror 4 Gpopmer:
Kiaccuueckast popma — octpoe TeueHue 3a001eBaHUs.

I. Octpoe Hauano B IEpBBIE JAHU XKWU3HU B BHJE OTKa3a OT MHIIU, CUMITOMOB
HEOHATAIBHOW JHIedanonatuu (amaTtus, IJIAKCUBOCTh, PBOTA, CYJOpPOTH,
JeTaprus, KoMa) Kak peakiuu Ha OeTKOBYIO NUITY Ha (hoHEe METabOIMIEeCKOTOo
KeToauuao3a W runoraukemuu.  HeBposormyeckas — cuMnToMaruka
MPOTrPECCUPYET.

2. 3aboneBaHre MOXET HAYaThCSI C BHE3AMHO PA3BHBIIETOCS amHOd (CHHAPOM
«BHE3AITHOM CMEPTHU MJIAJICHIIa» ) WU KOMBI, Beaeactue yruerenus [THC.

3. 3amax «KJIEHOBOrO cHUpOMa» (HAOMHHAET 3amax KapaMelud U COoJIoja)
HCXOJUT OT MOYH WM YIIHOM CEPHI.

IIpomexxyTounass ¢opMa — XpPOHHUECKOE TeueHHe 3a0ojeBaHUs 0e3 MPUCTYIOB
OCTpOM METaOOINYECKON IEKOMIIEHCAIINU, XapaKTEPU3YETCS:

1. Bospacrt Hagama 6one3nu — 10 7 JIeT;

2. 3agepxKKa NCUXOMOTOPHOI'O Pa3BHUTHS, CYJOPOTH, YMCTBEHHAas OTCTaJOCTh,
yactas pBOTa, MPUCTYIbl KETOAWAO03a WJIH XPOHUYECKUH  MSITKUM
MEeTa0OIMYECKUNA alKI03, JTETKO KyIMUPYEMbIN AUETON ¢ HU3KUM COJIEPKaHHEM
OeJika, MbIIIIEYHasl TUITOTOHUS;

3. 3amax «KJIEHOBOTO CHPOIIa» MOYH, TTOTA, CEPHOU MPOOKH.

HNuTepmutTupyromas ¢gopmMa — BOTHOOOpa3HOE TCUCHHE, XapaKTEPU3yETC:

1. Manudectupyer B Bo3pacte OT 5 MecsieB A0 2 jeT, uHoraa — mocie 40 met
MPUCTYNIaMHA  PBOTHI,  JACTHApATalli¥, IPOTPECCUPYIOLIEH  JIeTapruew,
CyAOpOramMu, MO3KE€YKOBOM aTakcued. B MeXIPUCTYNHBIN NMEPUOJT MAUECHTHI
xa100 He TPEeAbIBISAIOT, OMOXUMHUYECKHUE TTOKA3aTEIN MOTYT ObITh B Ipeenax
HOPMBI;

2. Tlpuctynbl METaOOIUYECKOTO KETOAMMI03a TPOBOIUPYIOTCS BaKIIWHAIIUCH,
WHTEPKYPPEHTHBIMU HH(EKIUSIMH, BEICOKOOCITKOBON NTUETOHN, ONEPATHBHBIMU
BMemiaTenbcTBaMu. Ha BbicOTe mpucTyna MeTabOoIM4ecKOro KeToanua03a
MOYKET Pa3BUTHCS CTYNIOP WJIM KOMa C JIETAJbHBIM UCXO0M;

3. 3amax «KJIEHOBOTO CHPOIIa» MOYH, TTOTa, CEPHOU MPOOKH.

Tuwamun — 3aBucumasi (opma BBIFEISIETCS YCIOBHO W3 — 32 OTCYTCTBHSI YETKHUX
JUAarHOCTUYECKUX KPUTEPUEB.

1. Knuandeckoe TeueHHWE CXOTHO C TAKOBBIM MPU MPOMEKYTOUHOH (opme, HO

XapaKkTepU3yeTcsl YACTUYHBIM WM TOJHBIM KYNUPOBAaHUEM KIMHUKO —
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OMOXMMHUYECKOM CUMITOMATHKH MPU Ha3HAYCHUU THAMHWHA U JUEThI C HU3KUM
coaepKaHueM Oenka.

JAnarnocruka

1.

CHIWKeHNEe aKTHBHOCTH JIETHAPOTECHA3BI 0-KETOKHCIIOT C OOKOBBIMU IIETISIMU B
JEHKOIUTAX, KyJIbType KOKHBIX (prOpo01acToB;

2. IloBpllIeHNE KOHUEHTPAUWHU JICUIIMHA, W30JICMIIMHA, BaJMHA B KPOBU M MOYE
(MeTomoM  BBICOKOA((EKTUBHON  JKUIKOCTHOM  XpomMarorpaduu  WIH
TaHJIEMHOM Macc — CIEKTPOMETPHUH);

3. IloBbllieHUE  ypOBHSA  KETOKHCIOT:  (-KE€TO-B-MEeTWIBaJIECpPUAHOBOM,  O-
KETOM30KaIpOHOBOM, 0-KETOM30BaJIEPUAHOBOMN (MeTomoM ra3oBOM
xpomartorpadun) B KpOBH, MOUE;

4. TloBpilIeHWE YPOBHS aUIOM30JIEMIMHA W 0O — THAPOKCHH30BAIEPUAHOBOU
KHCIIOTBI B KPOBH, MOY€ — TATOTHOMOHUYHBIE OMOXUMUYECKHE MAPKEPHI;

5. Bo3moxna JIHK — nuarnocruka;

6. Ha MPT npu3Haku oTeka BEmecTBa rOJIOBHOIO MO3ra.

Jleuenue

1. AnexBaTHas queroTepanus (OrpaHMYCHHE JIEUIIMHA, U30JEHIIMHA, BAJIMHA 10
MUHUMAJIBHBIX YPOBHEH, HEOOXOAMMBIX [UJIs MOAJACPNKAHUS HOPMAIHHOTO
pocTa W Pa3BUTHUS) MPOBOAUTCS CHEHHAINCTAMU TM0J OHOXUMHYECKUM
KOHTPOJIEM;

2. Haznauenue tmammHa B no3ze oT 50 mo 300 Mmr/geHp moj KIMHUYECKUM U
OMOXUMUYECKUM KOHTPOJIEM;

3. JleyeHme ocTphIX KPU30B: MPH MEPBHIX MPU3HAKAX META0OINYECKOTO CTpecca -

OTKa3 OT NHUIIM U TNEpPexXoJl Ha CUHTETUYECKHE CMECH IOJ] CTPOrUM
OMOXMMHUYECKUM KOHTPOJIEM COJIEpKaHHS AMUHOKHUCIOT M KETOKHUCIOT C
OOKOBBIMH TIEMAMH B OHOJIOTHYECKUX KHUAKOCTSIX, TEPUTOHEATBHBIN W
remMoAuanu3 (A yAaJeHUs] TOKCHYECKHX MPOAYKTOB), HWHCYJIUH (IJs
MUHHAMH3AIUN KaTa00JIMIeCKHX MPoIieccoB) Ha GOHE BBEICHUS yTIEBOIOB.

Hcxon neueHust 3aBUCUT OT CPOKa MOCTAHOBKHU JAuarHo3a (mepBble JHU KU3HU) U
aJIeKBaTHOTO OMOXHUMHUYECKOTO KOHTPOJIA.

IIpodpuiakruka

1.
2.

MaccoBblli CKpUHUHT HOBOPOXKJAEHHBIX HA TUINEPICHIUHEMUIO;

[IpenatanpHas QUArHOCTHKA: ONPENCICHHE AKTUBHOCTH JETUIPOTEHAa3bl (-
KETOKUCIOT ¢ OOKOBBIMM LIEMSIMU B KYJbTYpe aMHHUOIIUTOB, OWOMNTATE
xopuoHa; metonbl JIHK — nuarHoctuku; oOHapyKeHHE aIOW30JIEUIIMHA B
MyTIOBUHHOM KPOBH (KOPAOIIEHTE3 B KOHIIE 2 TpUMECTpa OEpEMEHHOCTH).

TI'omMmouucTHHYPUSA — AyTOCOMHO — PELIECCUBHOE HACIIEICTBEHHOE 3a00yieBaHue (TeH
KapThupoBan Ha  21g22.3), o0O0yclOBIE€HHOE  HapylleHHEeM  MeTaboiau3ma
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cepocoJiepkKalluX aMHUHOKUCIOT, YTO MPUBOJUT K MOPAXKEHUIO OpraHa 3peHHs,
CKeJIeTa, MaTOJOTHH COCYJIOB U HEPBHOU CUCTEMBI.

B pesynprare MyTauuu TreHa IS UUCTATHOHCUHTETa3bl HaApYIIAETCS
aKTUBHOCTH JIaHHOTO (DepMEHTa, YTO COMPOBOXKIACTCS HAKOIUJICHUEM METHOHHMHA,
TOMOIIMCTUHA U €r0 MPOU3BOAHBIX (TOMOLIMCTENHA) B OMOIOTUYECKUX KUIKOCTSIX.

['oMouMCTEMH TOBpPEXKIAET COCYAMCTYI0 CTEHKY, aKTUBHpPYsS BBIOpPOC
MEeIUAaTOpPOB BocnajieHus. Takxke, ABJSSICH MOIIHBIM KOAryJjasiHTOM, CIIOCOOCTBYET
OTJIOXKEHUIO (UOpUHA U TPOMOOOOPA30BAHUIO.

Butamua B6 — kodaktop muctaTHOHCHHTETa3bl. HekoTophie u3 MyTamuii B
reHe NPUBOAAT K HAPYIICHUSIM, KOTOPbIE MOTYT OBITh CKOPPEKTUPOBAHBI MPHUEMOM
MUPUOKCHHA.

Paznmuuaror 2 ¢Gopmbl TOMOIMCTUHYPHH: THPUIOKCHH3aBUCUMYIO (OoJee
MOJIOBUHBI BCEX CITy4yaeB 3a00JI€BaHUSI) U MUPUIOKCUHPEZUCTEHTHYIO.

Krnaccuueckas ¢opma TOMOUMCTHHYPHH: Ne0IOT Ha MEPBOM TOAY JKHU3HU
CUMIITOMAMH TOPAXEHUs I1a3 (MUOMMS), KOCTHOM cCHUCTEMBbI (TIIOCKOBAJIbIyCHBIE
CTOTIBI, BaJbrycHas nedopmarus KOHEYHOCTel). B manpHelmem wu3MeHseTcs
MoXO0JIKa (HamoMuHaeT noxoaxky Yapau YarmnuHa), 3aepKKa ICUX0peueBoro (BIJIOTh
70 YMCTBEHHOW OTCTanoOCTH) M (PU3WYECKOTO DPA3BUTHS;, XAPAKTEPHBI BHIBUXU H
MOABBIBUXU XPYCTaJIuKa, aCTUTMATU3M BbICOKOM cteneHu (k 8 — 10 rogam) u apyrue
o TaIBMOJIOTUYECKHE HapyIIeHus (Kocorjasue, KaTapakTa, riayKoma, MATMEHTHas
JETeHepals CeTYaTKu). Y MHOTHX OOJIbHBIX HAOMIOMAIOTCS TICUXUATPUUECKHEC
POOJIEMBI: AeTpeccus, Mu30(PPEeHON0T00HBIE PACCTPOMCTBA, TICUX03bl. XapPaAKTEPHBI
TpoMOO03bI, IIEPeOPOBACKYIISIPHBIE OCIIOKHEHHUS, STMIJICTITUYECKUE TPUCTYTIHI.

JubdepennnansHyo JUarHOCTUKY MIPOBOJIAT C CUHAPOMOM Mapdana.

JAnarnocruka
1. IloBbllIeHME YPOBHS TOMOLUMCTUHA U METUOHHWHA B KPOBH;
2. CKpUHUHT — TECT Ha MPUCYTCTBUE TOMOIIMCTHHA B MO4Ye (KaueCTBEHHBIN
TECT C HUTPOIIPYCCUIOM HATpPHSI).

JleueHnue

* [pU OUPUAOKCHUH3ABUCUMON (QopMe — JieUeHHE NUPUIOKCUHOM (aKTHUBU3UPYET
(dbepMeHT IUCTaTHOHCHHTETa3y) B 03¢ 250 — 500 Mr B CyTKH;

* IPUNHUPUIOKCUHPE3UCTCHTHON (opmMe — HU3KOOenKoBas aueTa 0e3 METHOHWHA
(TTOJTHOCTBIO HCKJIIOYAIOTCS MsCO, pPbiOa, siila, CoOs), HCIOJb3YIOTCS JieueOHbIE
JTMETUYECKUE MPOAYKTHI (CMECH HE3AMEHUMBIX aMUHOKHCIIOT);

* beraun (Cystadane) — mpenapar, aKTHUBU3UPYIOIINN albTEPHATUBHBIN TMYTh
MeTa0o0IM3Ma TOMOIIMCTEHHA 1 ITO3BOJISIONINA CHU3UTH €r0 YPOBEHb B KpoBH. Jlo3a 6
r B cyTkH (metsm crapire 10 met), 100 mr/kr B cyTku (aetsm mumaamie 10 ier).

Ipodpuiakruka

HpeHaTaJII)HaH AUArHOCTHKa IIPOBOAUTCA MOJICKYJIIPHO — TI'CHCTHYCCKHUMM
METOodaMu, €CJIN I'CHOTHII npo6aHL[a HU3BCCTCH.
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boJjie3nn yriieBoHoro ooMeHa:
1. T'anakTo3emMus
2. JlakTa3Hast HeJOCTaTOYHOCTD
3. ®pykTozemus
4. I'MUKOTEHO3BI

I'anakrozemus

Yacrorta B nonyssaiuu Bapbupyet: oT 1:667000 no 1:3800, B poccuiickux
MOMyJANUAX mopsaka 1:16242

ITHOJI0TUSA

OmnucaHa HEJOCTATOYHOCTh TpeX (PEPMEHTOB, yUaCTBYIOIIUX B META0OIN3ME
rajgaKkTo3bl:

1. ranaktokunaza - GALK,

2. ranakto3o-l-pochar-ypumunrpancdepaza - GALT, (moutm 90% ciydaeB
rajnakto3emuu cBa3anbl ¢ Mytanuend Q188R - 3ameHol aprunnHa Ha rimytamMuH B 188
nonoxxenun). [Ipumeprno 46% OOIBHBIX — TOMO3UTOTHI MO 3TOM MyTanuu, a 40% —
TETEPO3UTOTHI .

3. ypunuuaaudocdar-ranakro3o-4-snumepasa - GALE.

Bce 3T cocTosiHUSI CONMPOBOXKAAIOTCSA TOBBIIIEHHEM YPOBHSI TallaKTO3bl B
KpoBH (‘“‘TajakTto3eMueil’”), HO AJIs KaxJoro Tuma (epMEHTHOM HEA0CTaTOYHOCTHU
XapakTepHa CaMOCTOSITEJIbHAass W OTJIWYHAs OT APYTUX BapHAHTOB KJIMHUYECKAs
KapTHHA.

Kiaccnueckol ramakTo3eMHEN MPUHATO HA3bIBATh COCTOSIHUE, CBA3AHHOE C
HEJI0OCTaTOYHOCThIO (pepMeHTa ranakTo30-1-pocrdar-ypuamn tpancdepassr (I'AJIT),
HACJICJICTBEHHBIM ayTOCOMHO-PEIECCUBHBINA Ne(PEeKT mMpeBpalieHusi rajakTo3bl B
TJIIOKO3Y.

['AJIT karanu3upyeT mepeHoc ranakto3o-l-pocdara B ypuaungudocdat
(YAD)-rmoko3y. B pesynaprare oOpasyerca Y ]J[P-rajakrosza ¢ BBICBOOOXKICHHEM
riok030-1-dpocdara. [Ipu Hemocrarounoctn 'AJIT HakamnmmBaeTcsi ee cyOcrpar,
rajakTo3o-1-gocdar, a TaKKe TalaKkTo3a, KOTOpas CIYXHT CcyOcTpaToMm is
MPEIIIECTBYIOIIETO Jramna MeTadonmn3ma, Korja ranakro3o-1-gocdar
BBIpa0aThIBa€TCA W3 TaJIaKTO3hl mocpeAcTBOM GdochopunupoBanuss u3 AT,
KaTaTn3upyeMoro (hepMEHTOM rajJaKTOKMHA30M.

OCHOBHBIM MHILEBBIM HCTOYHUKOM TaJaKTO3bl SIBJISIETCS MOJIOYHBIM caxap
JaKkTo3a (III0Ko3a U raakTo3a). OpyKThl M OBOIIM TAKKE COJEPKAT rajJakToly, HO B
ropas3zo MEHbIIUX KOJINYECTBAX.

Tperunii pepment, Y [D-ranakro3o0-4-smumMepasa, OTBEUAET 32 BOCCTAHOBIICHUE
Y A®-riroko3sl u3 Y JID-ranaktossl, To ecTh 3a co3nanue cyocrpara ais [AJIT.
Kiaunuveckas kapTuHa:

1. Manudecrarus 3a001eBaHUSA:006IYHO B HEOHATATHLHOM TIEPUOJIC
2. KiuHuueckue nposiBIICHHs] B paHHEM HEOHATAIIbHOM MEPHUOJIE: MOCIIe

HECKOJIbKUX KOPMJICHUM )KEHCKUM MOJIOKOM HIJIM €T0 3aMEHUTEISIMU

(MOJIOYHBIMU CMECSIMU) BOZHUKAIOT TPYAHOCTH BCKAPMIIMBAHUS, HAPYIIECHUE

IJIOTaHMs], 3aTAHYBIIASCS XKENTYXa, CPITMBAHUS, PBOTA, TUAPEs, MbIIIICYHAs
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TUTIOTOHUS, TUIOXas MprOaBKa B BECE, Pa3BUBACTCS TEMATOMETAIIHS C
MpU3HAKaAMU TICYCHOYHOW HEIOCTATOYHOCTH: THUIIEPOMITHPYOMHEMUS,
TUIOTJIMKEMUS], OBBIILICHHE aKTUBHOCTH TPAHCAMUHA3 U COACPIKAHUS B
IJ1a3M€ aMUHOKHUCIIOT 0COOEHHO (peHUIIaTaHWHA, TUPO3HHA U METUOHUHA
3. BTopuuHBIE OCIOKHEHUS: -
CIUICHOMET s,
-HapyIlleHHE CBEPThIBAHUS KPOBH,
-KapTUHA FeMOPPAruuecKoro quare3a u TeMOJIUTHYECKON aHEMHUH,
-CUMIITOMBI TOYEYHOU HETOCTATOYHOCTH - IPOTEUHYPHS, aMUHOAIUIYPHUS,
-runoTpodusi, KaXeKcus,
-npucoeanHenue nHpeknun (B 90% Escherichia coli) mpuBoaut k cencucy u
HIOKY
-y 10-30% O0nbHBIX BBISBISETCS KaTapakTa, IPU paHHEM Hadajie Tepanuu
HOCHUT OOpaTHMBII XapakTep
JlaGopaTopHasi JMarHOCTHKA:
MOBBINICHHBIE KOHIIEHTPAINH TaJaKTO3bl /WK rajJakto3o-1-docdara,
CHUYKEHHE COJIEPKAHUSI TTIIOKO3bI U TOJIEPAHTHOCTH K HEW,
MOBBIIIIEHUE YPOBHS 00111eT0 OMINpyOunHa,
MOBbIIIEHNE akKTUBHOCTH TpaHcamuHas (AnT u AcT),
MOBBIIIEHUE COJEPKaHUsI HOHOB XJIOPUJIOB HATPUSI,
CHIDKEHUE nokasarens pH
MOBBIIIEHUE COAEPKaHUS aMUHOKHUCIIOT B KPOBH M MOY€ NMPEUMYIIIECTBEHHO
(dbeHnnanaHuHa, TUPO3WHA, METHOHIHA
B MOYE: MPOTEUHYPUS, JICHKOUUTYPUS
9. (epMeHTOIMATHOCTHKA 3PUTPOILIUTOB, JICHKOITUTOB HIIA KYJIbTYPhl KOXKHBIX
(Gbubpo6IacTOB- pe3KOe CHIKEHNE UIIN OTCYTCTBHE aKTUBHOCTH (DepMeHTa
GALT
10.MonekynsipHO-TeHEeTUYECKUM aHanu3: MOUCK 6 yacTeix myTtanuii (Q188R,
S135L, K285N, L195P, Y209C, F171S), npu OTCyTCTBUU TAKOBBIX U MPH
MOJTHOM KJIMHUKO-OMOXMMHYECKOM MOATBEPKIACHUN TUArHO3a- MOJTHOE
cekBeHupoBanue rena GALT.
Jleuenue
Ha3nauenue queThl, OrpaHUYMBAIOLIEH TOCTYIJIEHUE B OPraHU3M JIAKTO3bI.
IIporuos
[Ipu moOpokauecTBeHHOM TedeHMH Ha (¢GoHE Tepanuu GOPMHUPYETCS
CaMOOTPaHUYCHHUE B MOTPEOJECHUH MOJIOKA. BO3MOXKHBI OTHAJICHHBIE OCIIOMKHEHUS:
3a/iep’KKa MCUXOMOTPHOTO Pa3BUTHS, HAPYIIEHUE peUd, OBapHalibHasi AUCHYHKIIUS,
HEBPOJIOTUUECKUE U ICUXUYECKUE HAPYIICHUs
besranakro3Has quera MoXuW3HEHHO. ['pyiHOE MOJIOKO U MOJIOYHBIE CMECU 3aMEHSIOT
Ha TUAPOIM3aT Ka3eMHa U COEBOE€ MOJOKO. PekomeHayeTcss MpOBOAUTH
JTUETOTEpAnuI0 TOJ KOHTPOJEM COJep)KaHus ramakto3o — 1 — docdara B
SpUTpoIUTaX. bepeMeHHbIM, paHee HMEBIIUM JET€d C  TaJaKTO3EMHEN,
PEKOMEHIyeTCsl COOMI0IcHUE O€3ralakTO3HOM TUETHI.
BBenenne Oe3ramakTo3HOM AMEThI MPUBOJUT K PA3pEUICHUIO BCEX PaHHUX
MPOSIBICHUM, BKJIOYAsl KaTapakKThl, U MPEAyNpeKAaeT UX PEUHUAUBBI. YUUTHIBAs

NownkLbhe=

*
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paHHEe pa3pelIeHue OpPraHHOW MUCPYHKIMH, MOXKHO OBIJIO OBl OXHUAATh, UYTO
IUeToTepanus JOJKHA NPEeIOTBPATUTh OT/IaJICHHbIE MOCIEACTBUASI META00INUECKOTO
nedexra. K coxalleHHIo 3T 0XKUJAHUS HE OMPABIBIBAIOTCS, YTO, BEPOSITHO, CBSI3aHO
CO 3HAYUTEJIBHBIM 3HJIOT€HHBIM KPYTOBOPOTOM TaJIAKTO3bl, KOTOPBIA HE 3aBUCUT OT
MAHUITYJISILUN HA YPOBHE JIUETHI.

MaccoBblii CKpUHUHT HOBOPOKJIE€HHBIX HA FaJIaKTO3eMHUIO.

Meromonoruss CKpUHMHTA HOBOPOXKACHHBIX HAa TallaKTO3EMHIO IPOCTA,
HaJie)kHa W mpakTndHa. OHAa OCHOBAaHA HA WCIONB30BAHWU BBICYNICHHOTO IISATHA
KPOBH, B KOTOPOM ONPENEISIOTCS WA IO OTASIBHOCTH WM BMECTE€ YPOBHH
raJIakTO3bI, TAIakT030-1-pocdara u aktuBHOCTH ['AJIT.

IlpenaTajJbHasi AUATHOCTUKA

Bo3moxna nyrem onpenenenust aktuBHOCTH GALT B KyJnbType aMHHOLIMTOB,
ouonTaTe U KyJbType XOpPHOHA MU TIO OOHAPYKEHHMIO TajakTUToJia (Macc —
CIIEKTPOMETPHS) B aMHUOTUYECKOM KUAKOCTH, a Takke meTtogamu JIHK — ananuza.

JlakTa3Has HEA0CTATOYHOCTD

JledekTriii (hepMeHT: TaKTasa (qucaxapuaasa) paciieruiseT MOJOYHBIA caxap -
JIAKTO3Y HA IJIIOKO3Y M ranakro3y. Tum HacnenoBanus: AP. HacTora B nmomyJisinuu
BapbupyeT: B CeBepHoit u Cpeaneit EBpone 20% nacenenust, Boctounas u FOro-
Bocrounas Asus -75-100%.

Kiaunuveckas kapTuHa:

1. Manudecrarus 3a0osieBaHus 0OBIYHO B 3-13 J1eT, peke B IEproJIe
HOBOPO’KJICHHOCTH;

2. OrMeuaetcs OLIyUIEHUE B3Oy THS, ypUAHUE, IEPEIIOTHEHUS )KUBOTA;
OCMOTHYECKas IUapest, MPOSBIISIIONIASICS TAXKEIBIM BOASHUCTHIM TIOHOCOM,
BO3HUKAIOIUM 4Yepe3 30 MUHYT — 4acoB MOciie MpueMa MOJIOKa WIIH
MOJIOYHOTO MPOYKTA.

Jleuenue

besnakTo3Has nuera, TONOJIHUTENbHBIN NpUEM KaJIbLIs, 3aMECTUTEIbHAs Tepanus (
npenaparhl- «TUllakTaza», «Jlakraza-beOn»).

IIporuos

braronpusTHbIN.

DpyKTOo3emMus

Anpnonaza B (dbpykro3o-1-docdaranpaonaza) B HOPME OCYIIECTBISET
oOpatumoe  pacmemieHue  (ppykroso-l1-pocpara wa D-rmmepansaerun  u
muruapokcuBanetondocdar, HakomneHue ¢GpykTo3sl u  Ppykroso-1-pochara B
OpraHu3Me€ BBI3BIBAET THUIOMVIMKEMHIO a TaKXe€ OCTPYI0 WM XPOHUYECKYIO
nHTtokcukanuio [IHC n npyrux opranos. Tumn nacnegoBanus: AP.
Pazmuuator nBe ¢opmbl 3a0oseBaHus: WHDAHTHIBHYIO (MIPOSIBISETCS OOBIYHO B
MIEPBOM TOJIYTOJUHA B TIEPHOJ] BBEICHUS B paloH (PYKTOBOTO IMIOPE WM COKAa) W
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Mo3IHeMH(AHTUIIBHYIO, XapaKTEPU3YIOUIYIOCA MO3AHUM HayajaoM (OKoJo 3-X JIeT) U
0oJiee MSITKUM XPOHUYECKUM TEUCHUEM.

Kannnyeckasi kapTuna
1. PBora;
OTBparieHue K muIie, coaepkamieit Gpykrosy;
['emaToMeranus, )xenTyxa;
CnabocTh, BSIIOCTD;
['unepBo30yAUMOCTB;
Cynoporu, o0yClIOBJICHHBIE THIIOTTUKEMHUECH;
['umotpodusi, kKaxekcus;
CrureHomeranus;
9. Tloueuno-TyOymsipHas TUCHYHKITHS;
10.Menena;
11.I'enepann30BaHHbIN OTEK;

PN

JAnarnocruka

JlabopaTopHbie naHHbBIE: (PYKTO3YpHs, ATbOYMUHYPHS, aMUHOAIUIYPHS,
runepPpyKkTo3emMus mocie Harpy3Ku PPyKTO30i, TUITOTITUKEMHUS

Jleuenmue:
Jluera, He coaeprkammasi GPyKTO3y U caxapo3y, MepeIMBaHNC IJIa3Mbl.

IIporuos
[Ipu cBOEBpEeMEHHO HAYATOM JICUEHUH OJIATOTIPUATHBIN, O€3 JICUCHUS ETH
MOoTUOAIOT OT MEYCHOYHOW /WA TTOYEUYHON HETOCTATOYHOCTH.

I'mkoreHo3bl - HacIeACTBEHHBIC HAPYIICHUS OOMEHA BEIIEeCTB, 00YCIOBICHHBIC
HapymeHneM QyHKIUN GEPMEHTOB, MPUHUMAIOIINX yUaCTHE B PACIICIUICHUN
[JIMKOT€Ha.
BriiensoT cieayonme TUIbI TIIUKOT€HO30B:

Tun I — 6one3np I'mpke (10 kauHUYECKUX PopMm)

Tun 11 — 6one3ns Ilommne (3 kmuHUYECKHE HOPMBI)

Tumn 111 — 6one3ns Kopu (2 knmuaMYeckue Gopmab)

Tumn IV — Gone3ns AHAEpcoHa

Tun V — 6one3nr Mak-Apia

Tun VI — 6one3ns ['epca

Tun VII — 6onezur Tapyu

boje3nb I'mpke
dTHONaTOreHe3

I'mroko30 — 6 — ocoraza kaTanuM3upyeT KOHEUHYIO PEAKIIUIO IITIOKOHEOTCHE3a
U TUAPOIW3 riaukoreHa. ['maponus riawoko3o — 6 — docdara Ha TJIIOKO3Y M
Heopranudeckuii Gocdar sBASETCI EIUHCTBEHHBIM MCTOYHHKOM OOCCIICUCHUS
opraHu3Ma OOJIBIIMMHU KOHIICHTPAITUSAMH TIIOKO3bl. [loaToMmy, HEJI0CTATOYHOCTh
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(dhepMeHTa BeJIeT K THUIOTJIMKEMHH JaKe IIPH MaJIeHIeM TOJ0JJaHUH H3-3a OJIOKaIbI
[JIMKOT€HOJN3a W HAKOIUICHUIO TJIMKOT€HAa B MEYEHHW, II0YKaX U CIU3UCTOU
KUIIICYHUKA, TIPUBOASA K TUCPYHKIIMH 3TUX OPraHOB. THIT HACIEIOBaHMS: AyTOCOMHO
— PELIECCUBHBIMN.
Kinunnyeckasi kKapTuHa:
1. Manudecrarus 3a001eBaHus: OOBIYHO 3-4-i MECSIT KU3HHU;
Bonb1ioit )xuBOT, remaromeraius, HehpoMeraius;
['unornukemusi, 4acTo ¢ CyJ0poraMu;
3agepKka pocra;
AjeHoMma MevyeHu, renaroma, KapuuHoMa Ie4eHU;
MHOX€ECTBEHHBIE KCAHTOMBI;
«KyKkoJbHOE TUII0;
MeTtabonu4ecKkuii arumao3;
9. Iloparpuyeckuid apTpUT NPU XPOHUYECKOM TEUEHUH;
10. Xponuueckas mouyeuyHas HEIOCTATOYHOCTD;
11.JIerounas runepTeH3us;
12.XpoHnueckas cepaeyHasi HEAOCTaTOYHOCTb.

PN

Bouae3ns lHommne (riukorenos, tum II)
ITHONATOreHe3

B pe3ynbpraTre HEIOCTATOYHOW AKTUBHOCTH JIM30COMHOM 00 — D — TUIIOKO3W1a3kl,
YYaCTBYIOIIEN B TUAPOJIHU3E T[JHUKOI€HA B MBIIINAX W TIE€YEHU MNPOUCXOIUT
OTJIOKEHUIO HETHIPOJIU30BAHHOTO TJIMKOT€HA B JM30COMAax MBI — CEPACYHOM U
CKENIETHOW («IEHHUCTBIE» KIETKH — TMpu MOP(HOIOTHIECKOM HCCICTOBAHUN),
MOCTETICHHO HapyIas MeTabOIM3M MBIIICYHBIX KJICTOK U MPUBOJS K UX THOEIH, 94TO
COMPOBOXKIAETCS  KAPTUHOW  TPOTPECCHPYIOMIEH  MBIMIEYHOW  auCTpodum.
HacnenoBanue ayTocOMHO — peliecCUBHOE (Fe€H KapThpoBaH Ha 17q23).

Knnauuyeckasi kKapTuHa

Paznuyaror:
* panHenH(aHTUIbHAS (OpMa: OCTpOE TEUEHHE, C MEePUOJa HOBOPOXKIACHHOCTH -
IJIAKCUBOCTh, CHWIKCHME  JIBUTAaTEIbHOM  AKTUBHOCTH, MPOTPECCUPYIOLIAs
MbIlIeYHasi ciaboCcTh, BKJIOYAs JAbIXaTEIbHYIO MYCKYJAaTypy, B JajJbHEHIIEM
3a/iepKKa TCUXOMOTOPHOTO Pa3BUTHS, THUNEPTPOGUS MBI TPHU TMATbIIAINH,
MaKpOTJIOCCHS, KapauoMeTanus (CHadajga THIepTpopuiecKas KapJAHOMUOIATHS,
KOTOpasi MPOTPECCUPYET B AMIATAIMOHHYIO), YacTO (UOPOIITACTO3 SHIOKAPIA,
rernaTroMeranus, JAUCIIHOJ, JISTOYHO — CEpleYHas HEAOCTATOYHOCTbh. JleTanbHbIii
ucxon 1o 1 rona.
* I0BEeHWJIbHAs (opma: Bo3pacT Hayana 3aboneBanus oT 3 no 10 ner, TpyaHOCTH
npu  XO0Ap0e, MPOrpecCHpyIomas MbIIIeYHas JUCTPOodUsi, BUCIHEPOMETATHS
(kapauomeranusi, TenaToCIVICHOMETANNsI), HOPMaIbHbI MHTEIEKT. CMepTh OT
JEKOMIIEHCUPOBAHHON CEPICYHO — JIETOYHOW HEIOCTaTOYHOCTH Ha 2 — OM
NECATUIIETHH.
* B3pocias ¢opma: BO3pacT Haudaja 3aboneBanus 2 — 3 — € JeCATHIIETHE,
MaHHA(]ecTHpyeT KaKk MHOMATHS C MEUICHHO MPOTPECCUPYIONICH ClIab0CThIO
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MPOKCUMAJIBHBIX OTAEJI0B HUXHHUX KOHEYHOCTEW, CKOJHO3 TPYJHOTO OTHEIA,
J0pJ103, KpbUIOBUIHBIE JomnaTku. He ObiBaeT BUcuepoMeranuu. [[0XKuUBamOT A0
CTapOCTH.
JAnarnocruka
1. CHmxeHue akTUBHOCTHU KUCJION o - D — rimoko3uaa3sl B IEHKOLUTaX, KYJIbTYpe
KOKHBIX (puOp00IIacTOB;
2. Ha OKI peructpupyercs ykopoueHHbIM nHTEpPBAI P — R Hepenko B coueranuun
C BBICOKMM BOJIbTaKOM KOMILIEKCOB QRS, 4TO TUIIMYHO AJ1s1 3TOTO
3a00J1€BaHUS U TTO3BOJISIET OTIUYUTh €T0 OT JPYTUX KapIUOMHOIATHIA;
3HauYUTENbHOE MOBBIIIEHUE KpeaTUH(POCHOKIMHA3BI CHIBOPOTKU KPOBH;
He BpIsIBISIETCS THIIOTIIMKEMUS,
Ha pentrenorpaduu rpyiHoi KJIETKU — KapAUOMETaJIHS;
buoncus MpIIL, Me4YEeHU: TIIMKOT€H MOBBILIECH.

AN DN B~ W

Jleuenue
1. CumnTomaTuyeckas Tepanusi.
2. @®epmeHTHas 3aMecTUTeNbHas Tepanus: npenapaT Muosum (CILA),
MIPEICTABIISIONINI CO00M peKOMOWHAHTHYIO KHCIIYIO O — TTIIOKO3UAa3y,
BBOJIUTCSI BHYTPUBEHHO JIJIs1 BOCIIOJIHCHUS HEIOCTATOYHOCTH (pEpMEHTA.

IIpenaranbHasi IMArHOCTUKA
Bo3MoxHO npoBeieHre TpeHaTalbHOM TUarHOCTUKN OMOXUMHUYECKUMU
Metonamu uin Metogamu JIHK ananmza, ecinu reHOTHII MpoOaH1a H3BECTCH.

JIuzocomHble 00J1€3HM HAKOIUIEHUSI — PEIKUE HACJIEJACTBEHHbIC 3a00JICBaHUS.
N3BectHo 45 pasznuuabix (opm au3ocoMmHbIX Ooresneit HakoruieHus (JIBH).
Knuanueckune mposBiieHHsT pa3HOOOpa3Hbl — OT paHHUX (HopM, MaHU(DECTUPYIOITUX
BOJISIHKOM IIJI0/Ia, 10 JIETKHUX, JOOPOKAYEeCTBEHHBIX 3a00JE€BAHUM, MPOSBISIONINXCS
Ha 5 — 6 JecATWIETMH W CYIIECTBEHHO HE BIMSAIOIIMX HA KadecTBO W
MPOJOJKUTEIBHOCTD KU3HU.

Mounekyisipable  MexaHu3Mmbl  tuomnarorene3a JIBH cxomnel. Bce onm
00OyCIIOBIIEHBI MYTallUSIMH T€HOB, KOHTPOJUPYIOIMIUX MPOIECC BHYTPHIM30COMHOTO
TUAPOIU3a TAaKUX MAaKpPOMOJIEKYJ, KaK  TJIMKO3aMUHOTJIMKAHbI, TJIUKOJIHUIIUIBI,
JIMKONPOTEUHBI. MyTalnuu COOTBETCTBYIOIIMX TI'€HOB MOTYT HapyllaTh CHHTE3,
CO3pEBaHUE WJIA TPAHCTIOPT CAMUX JIM30COMHBIX (DEPMEHTOB, OEIIKOB — aKTUBATOPOB
WM OCJNKOB, KOHTPOJUPYIOMIMX TPAHCIIOPT CyOCTpaTOB, MOMJICKAIIUX THAPOIU3Y.
JlocTikeHrs TOCTIEAHUX JIET TPUBEIM K CO3MaHUI0 S(PQPEKTUBHBIX METOIOB
meTtabonnyeckoi koppekiuu JIBH. IIpexnae Bcero, 3To ¢pepMeHTHAs 3aMECTUTEIIbHAS
Tepamus, a TaKXKe Tepamus C  OTpaHWYCHHWEM  CHHTe3a  CcyOcTpara,
(dhapMaKkoJIOTHYECKUE NIAMEPOHBI U TPAHCIUIAHTAIUS TEMOMO3THYECKUX CTBOJIOBBIX
KJIETOK.
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Knaccupuxkanusa JIBH

1. JIunmuao3sr:

- chuHTOMMMII03bI: TIUKOChHUHTOMIH 036 (0osie3Hs Dadpu, 6one3ns ['ome, GM1
- raHrmmo3uno3, GM2 — raarnmmo3uno3 (6onesnp Tes — Caxca), neiikoguctpodun
(6one3snr KpaObe, meraxpomarmueckas seWkomuctpodusi) u npyrue (00JIe3Hb
Humanna — ITuka, 6one3ns Papoepa);

- gapyrue Ooyie3HM HaKOIUieHUs: Oone3Hb Bonbmana, 00JIe3HP HAKOTUICHUS
a(hupoXoJIeCTepHHA.

2. Mykononucaxapuao3bl (Beiaensitor ['ypnep cunnpowm, lleiie cunapom, I'ypuep —
Hleiie cunapom, Carndmmuno A curapom, Canduwmmuno B cunaapom, Candumnumno
C cungpom, Candwinuno [ cunapom, Mopkuo A cunapom, Mopkuo B cunipowm,
Mapoto — Jlamu cunapom, Cnas cunapom, MIIC 1X Ttumna;

3. I'mukoreno3sl (60ae3ub ITomrte, 6ote3ub JlaHoH);

4. ['mukonpoTenHo3b1 (byko3um03, CHAIUJ03, 00JIe3Hb [Inuanepa,
acMapTUITIIIOKO3aMUHYPUSl, TATAKTOCUAIN03, alb(a — MAaHHO30/103);

5. MyKoJIMIIU1036I;

6. HeliponasibHbIE TIEpOUTHBIC TATIO(YCITUHO3BI

7. Hpyrue JIBH (muctuHo3, ©Oone3nr Cama, MHOXXECTBEHHas cCyib(dara3Has
HEJIOCTaTOYHOCTH ).

JIunuao3pl - HACIEACTBEHHBIC HapyIIeHHUs OOMEHa BEIIECTB, OOYCIOBJICHHBIC
CHIDKCHHEM aKTUBHOCTH (PEPMEHTOB, UYTO NPHUBOJUT K HAKOIUICHUIO JIMIHIOB
(Troxo1epeOpPO3u 0B, CHUHTOIHUITHAOB U AP.) B KICTKAX PETHKYJIOIHIOTSIHAILHOM,
HEPBHOM CHCTEM.

bone3nv I'owe (rmuKOCHUHTOIUIINIO3) — AYyTOCOMHO — PEIIECCUBHOE 3a00JICBaHUC
(ren kapTupoBaH Ha XxpomocoMe 1q21), BO3HUKAET B pe3yJbTaTe HEIOCTATOYHOCTH
dbepmerra [ — D — rimokonepeOpo3uaasel, YTO MPUBOJUT K HAKOILICHHUIO
TIIFOKOIIEpeOpO3nI0B M CHUHTOIMIUIOB B KJIETKaX PETHKYJIOIHIOTEINAILHOM,
HEpBHON cucTeM. UHCIO U pa3Mep JM30COM YBEIUYMUBAIOTCS, MPUBOAS K THOEIH
KJIETOK. ['MCTOXMMHYECKH JTO NPOSBISECTCA «ICHUCThIMKW» KieTkaMu B POC
CEJIC3CHKH, KOCTHOTO MO3ra, JUMQOY3J0B, NMEUYCHH, IUIANICHTHI, TOJIOBHOTO MO3ra.
IIpu Gonesnm I'omie MPOUCXOMUT JEeTreHEepanus HEHPOHOB B 0a3alIbHBIX TaHTIIHMAX, B
TEMEHHBIX U 3aTBUIOYHBIX JIOJISX KOPHI MTOTYIIapruid OOJIBIIIOr0 MO3ra.

Kiaunnuveckas kapTuHa

Pazmmuator 3 dhopmbl 3a00eBaHUS:

* Oone3np ['ome Tun 1, XpoHuyeckas 0e€3 TMOPAXKEHUS HEPBHOM CHUCTEMBI:
MaHudectupyeT B Bo3pacte OT 5 g0 80 Jser; MeIIeHHOE MPOrpecCUPOBAHNE;
JOMUHUPYET B  KIMHMKE  TEMNaTOCIUICHOMErajaus,  OCTEONEHUYecKas U
OCTEOJIUTUYECKAs JIETEHEpalrs CKEJIETa);

* 0one3np lome Tum I, ocTtpas Heiipomatuueckasi (OBICTPOE U 370KAYECTBEHHOE
TEUCHUE): C TIEPBBIX MECAIEB JKM3HU — 3aJepkKKa (PU3NIECKOTO, TCUXHUECKOTO
Pa3BUTHS, TENATOCIUICHOMET AN, Pa3HOOOpa3Hass HEBPOJIOTHYECKAasT CUMITTOMATHKA
— TMPOTPECCUPYIONINE TICUXOMOTOPHBIC PACCTPOUCTBA, CYJOPOTH, TUTIEppedIIeKcus,
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Oynp0apHO — TCEeBAOOYIBbOAPHBI CHUHAPOM; JIETATHHBIA HCXOJ] Ha TEPBOM TOMIY
KU3HU;

» Oone3np l'ome Tun III, momocTtpas HeipomaTuyeckas: neOlT 3a00JeBaHUS C
paHHEro  Bo3pacTa JO  BTOPOrO  JECATWIETHS  TIeNaToCIJIEHOMErajiueH,
HEBPOJIOTUUECKUMH PACCTPOMCTBAMM; HEPEAKU TNPOSBICHUS T'€MOPParuyecKoro
JMaTe3a, HOCOBBIE M KUIIIEYHbIE KPOBOTECUEHUST; MEIJICHHOE MPOrPECCUPOBAHUE.

JAnarnocruka

OnpeneneHue akKTUBHOCTU TIIIIOKOLIEpeOpO3UIa3bl B JICMKOUUTAX, KYJIbType
KOXXHBIX (pubpoodmactoB, metoasl JIHK ananuza. CHmkeHHE aKTUBHOCTH (DepMeHTa
MeHee 25 % HOpMalbHOTO YPOBHS MMOJTBEPKIAET JUATHO3.

Jleuenue

Jns tuma 1 mpumeHsercs (QEepMEHTATHBHAS 3aMECTHTENIbHAS Tepanus —
npenapat Llepe3um (CIIIA). Haznauaercst 1 pa3 B 2 HeJienu BHYTPUBEHHO KaleabHO,
MeJIEHHO. Tepamnust npoBOAUTCS MOKU3HEHHO.

JpyruM  mOAXOAOM K JICYEHHIO  MOXKET  OBbITh  HUCIOJIb30BAHUE
cyOcTpaTpeyupyIoIei Tepanun — npenapat «3aBecka» (muriycrart, LlBeimapus).
JlanHbIid TIpenapaT WHTHOUPYET TIIMKO3WIICPAMHUICUHTA3y — (PEpMEHT, KOTOPHIM
KaTaJIM3UPYET MEPBYIO CTAIUIO0 CUHTE3a TIIMKOCPUHTOIUIUIAOB U TEM CAMBIM MOXKET
MPENATCTBOBAaTh HMX HaKOIUIeHHIO. Ha3HawaeTcs mnepopalibHO (HayajabHas 11032 y
B3pocibix 100 mr 3 pasa B CyTKH), TOXKU3HEHHO.

Mertoabl a3ddhexTuBHOM Teparmuu 11 Tana [ He paspaboTaHbr.

IIpodpuiakruka
Bo3moxxHO TmpoBeseHHE MpeHATaJbHOM JMAarHOCTUKH OHMOXMMHUYECKUMU
Metogamu uin Metogamu JIHK ananmza, ecinu reHOTHI MpoOaH1a H3BECTCH.

boae3nrs Humanna — Iluka (chuHTONMMMMIO3) — ayTOCOMHO — PEIECCHUBHOE
3aboneBanue (TreH KapTupoBaH Ha xpomocome 11pl5.4 — 15.1), Bo3HuKaloliee B
pe3ynbTaTe HEIOCTATOYHOW aKTUBHOCTH (epMeHTa C(UHTOMUETUHA3BI, YTO
MPUBOJNT K HAKOIUICHUIO C(PUHTOMUETNHA B KIETKaX PETUKYIOIHIOTEINAILHOM,
HEPBHOM CHCTEM.

Kinaudecku BeIIETAIOT caeayomnue Tumel 6one3nn Humanna — [1uka:

* 0one3nb Humanna — [luka tun A: 1e010T Ha NEPBOM IOy KU3HU — 3aTSIHYBIIASCS
KENTyXa, YBEJIUYECHHBI B 00bEME JKMBOT, HapyIICHUS BCKapMIIMBaHUS, PBOTA,
auapesi, TUMNEpPTepMHs; B JalbHEHIIEM renaTtocryieHoMeranus, auQQy3HbIe
WHOUWIBTPATHI B JIETKUX, 33JI€P’KKa TICUXOPEUYEBOTO PA3BUTHS, MBIIIICYHAS TUTTOTOHHMSI
WM PUTHIHOCTH C TMOCTENEHHOW yTpaToil paHee MPUOOPETEHHBIX JIBUTATEIbHBIX U
MICUXOMOTOPHBIX HABBIKOB; JIETCHEPALINS MAKYJIbI IO TUITY «BUIIHEBOW KOCTOUKW (Y
50 %); HeOmaronpusATHBIN UCXO 10 3 JIeT;

» 0onesup Humanna — Iluka tunm B: manudectupyer B Ooiiee mo3gHeM BO3pacTe;
renatocrieHoMeranus, nuddy3Hbie HHQUIBTPATHI B JIETKHUX, JIETCHEPAIHS MaKYyJIbI
10 TUIY «BUITHEBOW KOCTOUKI.
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JAnarnocruka

XapakTepHbl MUKpPOLIMTapHasi aHEMHUs, TPOMOOUUTOINEHHUS, «IIEHUCTHIC»
KJIETKM B TyHKTaTeé KOCTHOrO Mo3ra u TneuyeHu. CHUKEHUE aKTUBHOCTHU
c(uHroMueNnnHa3bl B JEHKOLIUTAaX, KyJIbType KOKHbIX (pudpodracTtoB. Metonsr JJTHK
aHajau3a.

Jleuenue

B03MOXXHO TIpOBEEHME TPAHCIUIAHTALMK TE€MOIO3TUYECKUX CTBOJIOBBIX
KJIETOK TIIpU OTCYTCTBUM IIOPAKEHHUS HEPBHOM cHCTeMbl. I[lpu ycremHom
MNPW>KUBJIEHUU TE€MOIO3TUYECKUX CTBOJOBBIX KIJIETOK IOBBIIIACTCA AKTHUBHOCTH
dbepMeHTa CUHTOMHUETNHA3BI, YIYUYIIAOTCS MOKa3aTeau KPOBH W YMCHBIIAIOTCS B
pa3Mepax BHyTPEHHUE OPTaHbI.

Ipodpuiakruka
Bo3moxxHO TmpoBeseHHE NpeHATaJbHOM JHMAarHOCTUKH OHMOXMMHUYECKUMU
Metonamu uin Metogamu JIHK ananmza, ecinu reHOTHII MpoOaH1a H3BECTCH.

Myxkonoaucaxapuao3bl — HACICICTBCHHBIE HApPYIICHWS OOMEHA BEIIECTB,
oOyCIIOBIIEHHBIE HapylieHneM (QYHKIIUA (EPMEHTOB, NMPUHUMAIOIINX YYacTHE B
nerpaganuu TJIMKO3aMUHOIIMKAHOB (CAT). Cymmaphnas yacroTa

Mykomnonucaxapugo3zoB (MIIC) nocturaer 1:29000 XUBBIX HOBOPOXJICHHBIX.
Paznuuator 10 paznuunbix tenoB MIIC. Kaxnaplik u3 HUX 00yCIOBIEH
HEJI0OCTATOYHOCTHIO OJTHOTO W3 JTM30COMHBIX (DEPMEHTOB, TPUHUMAIONIUX yJaCTHE B
KacKaJHbIX peakuusx pacuerienus ['Al'. HakoreHnne yacTuaHO JerpagupoBaHHbIX
I'AI' B nm3ocomax TMPUBOAUT K TIIOCTENEHHOM THOEIM KJIETOK W TKaHEH u
mucyHkuuu opranoB. CornacHo ux ¢geHotunuueckuM npossieHusM MIIC mMoxHO
paznenuts Ha 2 rpynnsl: MIIC ¢ I'yprep — nogoousim gpenotunom (MIIC 1, MIIC 11,
MIIC III, MIIC 1V u MIIC VII) u MIIC ¢ Mopxkuo — nogo6usM erotuniom (MIIC
IV u MIIC IV B). Bce MIIC, kpome MIIC II, saBastomierocss X — CHEMJICHHBIM
3a00J€BaHUEM, HACTIEAYIOTCS 110 ayTOCOMHO — PELECCUBHOMY THUITY.

Hns  Bcex TunoB MIIC xapaktepHbl o0OlMe KIMHUYECKHE IPOSBICHMUS,
oOycnoBneHHble HakoruieHneM ['Al’ B pa3IMyHbIX TKaHSIX:

1. MyapTHCUCTEMHOCTb MOPAKECHUS,

2. Cnenuduueckne ocoOeHHOCTH (PEHOTHUIIA: XapaKTEPHbIC U3MEHEHUS YePT U

[0 TUIY Taprowin3mMa (rpyObie YepThl JUlla);

3. Ckenetnpie  aedopManmuu TO  TUIOY  MHOXKECTBEHHOTO  JIU30CTO3a
(TyronoABUAHOCTb MEJIKUX U KPYIHBIX CYCTaBOB);
I'emaTocmnieHomeranus;
HeitpoceHncopHas Tyroyxocrts;
CeplieuHO — COCYUCThIE HAPYIICHUS;
PaznuyHbie HEBpOJIOTrHUECKUE HApyLICHUs (CHUYKEHHE WHTEIUJIEKTA, 3aJIepiKKa
pEUYEBOTO  PpAa3BUTHSA, M3MEHECHHE MBIIIEYHOTO TOHYCA, CYXOXKHJIBHBIX

pedirekcoB u ap.);

NSank
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8. M3MeHeHusI KOXKH U MPUIATKOB (CYyXOCTh, YIUIOTHEHUE KOXKHBIX IMOKPOBOB CO
CHI)KCHHUEM WX JJIACTUYHOCTH, TUIEPIUTMEHTAIUS B OOJACTH JAUCTAIBHBIX
OTZIEJIOB KHUCTEU PYK, CKJIEPOAECPMONOAOOHBIE HW3MEHEHHUS, THUIEPTPUXO3,
04YaroBasi aJIOMNeNHs, IeNUTMEHTUPOBAHHbBIE YYACTKH BOJIOC, KECTKHUE BOJIOCHI);

9. UYacteie nndeknuonnsie 3a0oneBanus BJII1, oOCTpyKTUBHBINA CHUHAPOM, aITHOD
BO BpEMs CHa;

10.IIporpeccupyromne KOTHUTUBHBIE HAPYILICHUS.

JAmnarnocruka.

Knunanuecknii monmumopdusm xapakrepeH mis muorux JIBH, B Tom umcie u
st MIIC. Dto 3atpyanaser auddepeHnnanbHy0 TUarHOCTUKY 3TUX OOJIe3HEeW Ha
KIIMHAYECKOM YpPOBHE, W JUII TOYHOTO YCTAHOBJICHHS JHarHo3a Tpedyercs
MpPOBEJECHUE  JTA0OPATOPHBIX  METOJOB  HCCIENOBAHUS, OCHOBAaHHBIX  Ha
UCIIOJb30BaHUN OMOXUMHUYECKUX TECTOB — MCCIICIOBAHUE CIIEKTpa W KOJIMYECTBA
sKkcKkpeTupyembix 'Al", onpeneeHne akTHBHOCTH JTU30COMHBIX pepmenToB u JJTHK —
JAarHOCTUKH.

Jleuenue.

CuMnroMatdyeckass — Tepamusi:  aHTHOMOTHUKH,  CIYXONPOTE3UPOBAHUE,
XUPYPrU4YECKOe J€YEHUE, CEPACUHBIC MPEMapaThl U Ap.

Cnenuduueckas ¢pepmentHas 3amecturenbHas tepanus (O3T). B nacrosiee
Bpemsi co3nanbl npenapatsl s O3T: MIIC 1 — «Anbnypazum», CIHA; MIIC 11 —
«Onampaza», CIHA; MIIC V1 — «Harnazumy», CIIA. s agpyrux MIIC noka He
pa3paboTaHo cnenuduIecKoro JCYCHUS.

TpaHcraHTauus TeMONOATUYECKUX CTBOJIOBBIX KJIETOK (MPUMEHSIOTCS Kak
KJIIETKM KOCTHOTO MO3ra, TaK M MYNOBUHHONW KPOBHU) — MOKET KOPPEKTHUPOBATh
HEJI0OCTaTOYHOCTH (pepMeHTA.

Ipodpuiakruka

B oTAromieHHBIX CEMbSIX BO3MOYKHO MPOBEJACHHUE MPEHATATbHOW JUATrHOCTHUKU
OMOXUMUYECKUMH METOJIAMH — OTIPEIeTICHNE aKTUBHOCTH JIM30COMHBIX (DePMEHTOB B
BopcuHax xopuoHa wiau Mmeromamu J[HK anamuza. Ilpu Gomesnm Xanrtepa (X —
CUEIJICHHOE HaclleJOBaHKe) 00CIe0BaHNE POJACTBEHHUKOB M0 MAaTEPUHCKOMN JIMHUU
JUTS BBISIBJICHHSI HOCUTEIBLHUIL JAHHOTO 3a00JICBaHMS.

Ilepokcucomubie 6oJie3HM - Tpymnma 3a00JeBaHUN, 00YCIOBICHHBIX HAPYyIICHHEM
CTPYKTYphl ¥ (QYHKIIMM  TIEPOKCHCOM  (BHYTPUKJIIETOYHBIX  OpTaHEI,
MPUCYTCTBYIOIIUX B KaXJOW KIETKE OpraHu3Ma 3a HCKIIOYCHUEM 3PEeIbIX
SPUTPOLIUTOB).
@epMeHTHAS CHCTEMA MEPOKCUCOM BBHINOJIHSAET cjieayonue GQyHKIHu:
l. B — oxucineHue O4YE€Hb MIMHHOLIEMOUYEUHBIX >KUPHBIX KuciaoT (OLLDKK),
JTMKapOOHOBBIX KUCIIOT, MTUTIEKOJINHOBOUW KUCIIOTHI, MPOCTATJIaHNHOB,;
2. HauanpHbie STanmbl OMOCHMHTE3a IUIA3MAJIOTEHOB, BXOJAINIUX B CTPYKTYpPY
MUeNIHA U cocTaBIsomux 5% - 20% dochonmunuioB KIETOYHBIX MEMOpaH;
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3. JleTokcukanus nepeKrucr BOJAOPOIA, 3alIUTa KICTKH OT 00pa3yromerocs B Hei
aTOMApHOT0 KHCJIOpPOJa C IMOMOIIBIO XWMHUYECKUX NPEBPALICHUNA, B KOTOPBIX
Y4aCTBYIOT IEPOKCHUCOMHBIE KaTallasbl;
4. TlpeBpamieHue cyOCTpaTOB B XOJIEBYI0 U JE30KCHUXOJEBYIO KHCIOTHI, O —
OKHUCJICHHE (PUTAHOBOW KUCIIOTHI B IPUCTAHOBYIO KUCIIOTY.
JTHONATOreHe3
B cbOopke 3penoii, GyHKIIMOHATHHOW TEPOKCHCOMBI MPUHUMAET ydacThe Tpymra
O€JIKOB — MEPOKCHHOB, KOTOPBhIE YYaCTBYIOT B HUMIOPTE OEJIKOB B MUPOKCHUCOMBI,
OMoreHe3e MEPOKCUCOMHBIX MEMOpaH W JEJIeHUM 3TuX opraHemi. M3BectHo 32
nepokcuHa. Myranun renoB PEX3, PEX16, PEX19 mnpuBoast k mnojsHOMY
OTCYTCTBUE NEPOKCHUCOM U MEPOKCUCOMHBIX MeMmOpaH. [Ipu myrtanuu renos PEXI,
PEX6, PEX4, PEX13, PEXI14, OTCYTICTBYIOT TOJBKO OCIKH IE€POKCHCOMHOTO
MaTpHUKa, a B KyJIbTYpe KJIETOK HAXOJAT U3MEHEHHbIE MEPOKCUCOMBI («IIEPOKCUCOMBI
— TIPU3PAKU»).

I'pynna Oone3Hei, CBSI3aHHBIX C HapyllleHHWE OHOreHe3a MEPOKCUCOM (MX TMOJIHOE
OTCYTCTBHE WU HapylieHHE UX (QYHKIMOHAIBHOW aKTHBHOCTH) BKJIIOYaeT 4
KIIMHUYECKUX denoruma: CUHJIPOM [lenbBerepa, HEOHATAJIbHYIO
aapeHonekoauctpoduo, wmiuageHdeckyro  popmy cunapoma Pedcyma m
PU30MEITNYECKYIO0 TOUEUHYI OCTEOXOHIPOINUCILIA3HIO.

Cunapom LleabBerepa - 3To rpyImna reHETUYECKHA reTEPOreHHbIX cocTostHun. K
KIIMHUYECKUM MpOosABICHUsIM cuHapoMa LlenbBerepa MOryT NpuBOUTh MyTalliH B
reHax nepokcuHoB 1,2,3,5,6 u 12. Bce BapuanTtsl cunapoma LlenbBerepa
HACJIEAYIOTCS IO ayTOCOMHO-PELECCUBHOMY THITY.

Kiunnuveckas kapTuHa

1. IlepBBpie CUMOTOMBI OTMEUYAKOTCS C POKIACHUSA;

2. Jlns GONMBHBIX XapakTepHA BHYTPUYTPOOHAs TUMOTPOdHs (BeC mpu POKICHUU
He npesbimaer 2500 r), gucMopdusM B CTPOCHHHM JHMIA W Yepena —
YBEIUYCHHE pa3MepoB JI0A, MOHTOJIOMAHBIA pa3pe3 Tia3, MeprHopOUTAIbHAS
MOJIHOTA TKAHEW, KOPOTKUM B3JAEPHYTHIA HOC, MUKPOTHATHUS;

3. Cpenu HaumbOoliee THUIHUYHBIX TPU3HAKOB: pE3Kas MBIIICUHAS] TUIIOTOHUS,
JIOXOJs1Ias 0 aTOHUU, ¥ TTOJIMKKUCTO3 MOYEK;

4. YV Bcex OOJBHBIX OTMEUAIOTCS MOJUMOP(HBIE MOPOKU PA3BUTHUSL TOJIOBHOIO
Mo3ra. YacTto MUarHOCTUPYETCs MOJMMHKPOTHPUS, JU3dHIIepaTus, areHe3us
MO30JINCTOTO TEjla, OYard JIEMHUEIWHU3AIMU B OEJIOM BEIECTBE MO3ra,
ruaporedatus;

5. B psne ciaydaeB BBISBISETCS MATOJOTHS IJ1a3 B BUJIE BPOXKACHHBIX KaTapakT U
TJIAYKOM, a TaK»Ke€ MOPOKHU CepAla U HAPYKHBIX MOJIOBBIX OPTraHoOB;

6. Jlma 3a0oneBaHusi XapakTepHa JJIMTENIbHAs JKEITyXa W  CUMIITOMBI
HAJIMOYECYHUKOBON HEJOCTATOYHOCTH B MEPBBIC MECSLBI )KU3HU. Y BCEX JETEU
oTMeUaeTcs TpyoOas 3a7ep)KKa paHHEro IICHXOMOTOPHOTO pAa3BUTHS U
CHUYKEHHE MPOJOJIKUTEIIBHOCTH KU3HU;

7. BONBIIMHCTBO OOJIBHBIX MOTMOAET B TEUEHUE MEPBOTO TOJIa.
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AnpeHosieiikoaucTpopus

[Ipu 3a0oneBannu cTpagaeT Oesoe BEelecTBO MO3ra.
KinHuveckass KapTHHA KJIACCUUECKOU aJpeHoJIeMKkoaAucTpodus (TUm
Hacle0BaHus X-CUEIJICHHbBIN, PEIIECCUBHBIN)
1. boneroT 0O0BIYHO MAJIBYUKH;

2. IlepBble cCUMIITOMBI OOHAPYKUBAIOTCS B BO3pacTe 5-12 net ®u3HU (HapyllIeHne

MOBEJICHUS], HEJOCTATOK BHUMaHUs, CHI)KCHUE TaMATH ),

3. Ilo mepe nporpeccupoBaHus NPUCOCAUHSIOTCA IEMEHIINSA, IOTEPS 3PEHUS U3-
3a aTpouu 3pUTEIHHBIX HEPBOB, MUPAMUIHBIC HapyIIeHHUsI. OTMEdar0TCs
OynsOapHbIe U TICeBA00YIH0apHBIE pACCTPOMCTBA, CCHCOPHAS TIyXOTa.

4. TlosBNAIOTCA MPU3HAKY aIPEHATIOBOM HEIOCTAaTOYHOCTH (0011as cadocCTh,
pBOTA, TUIEPIIUTMEHTALIHS KOXKH).

MuToxoHApHaJIbHbIEe 00JI€3HU — COCTOSIHUSI, CBSI3aHHBIE C HAPYLICHUSIMHU
neixareipHol nenu MT.
Cymmapnas yactota Mb cocrasmisier ot 1:5000 — 1:10000 >KUBBIX HOBOPOXKICHHBIX.
ITHONATOreHe3

B Muroxonapusx (KpymHblE OpraHesibl KJIETOK) MPOTEKAET OrPOMHOE YHUCIIO
OMOXUMUYECKUX TMPOIECCOB, HAIMPABIECHHBIX Ha BBIPAOOTKY OWOXMMHYECKON
DHEPTUU: OKHUCJICHHE JKUPHBIX KHUCJIOT, OKHCIUTEIbHOE (ochOopuiInpoBaHue,
BKJIIOUAOIee JabixaTenbHyto 1enb MT. bomesnu apixarenpHou 1nenu MT
0OyCJIOBIIEHbI HAPYIICHUSMHU TSTH (EPMEHTHBIX KOMIUJIEKCOB JBIXATEIHHOU IIETH
MT, koTopbie 00ecTIeunBaIOT 3aKIIOUYNTEIBHBIA 3TAMl KJIETOYHOTO JIBIXaHUS U CUHTE3
AT®. B cocraB koMIuiekcoB apixaTeiabHO e MT Bxogut 6onee 80 pa3amdaHBIX
MOJIUMIENTUI0B, OCHOBHO€ KOJHMYECTBO KOTOPhIX Koaupyercs saepHor JIHK.
Muroxonapuansias JIHK koaupyer 13 cyObeauHHI] KOMILJIEKCOB JAbIXaTEIbHOU
nenu MT , a taxxke PHK, HeoOxomumble i1 cuHTe3a Oenka B MT. 3aboieBaHus,
CBSI3aHHBIE C MYTAlWsSIMU B SIICPHBIX T'€HAX, HACIEAYIOTCS 110 TAKUM K€ IPUHIIUIIAM,
KakK U apyrue 00JIe3HHU.

bonesnn, oOycnoBnennbie wmyrtanusmu MTJHK, unmeror cBom ocobennocTr
KJIMHUYECKUX TMPOSBICHHUM, HACIECNOBAaHUS W JIMATHOCTUKH, KOTOPHIE CBA3aHBI C
yHUKaJIbHBIMU cBoicTBamMu MT/IHK.
Knuanueckne ¢GeHOTHUIBI BeChbMa pa3sHOOOpPA3HBI: OOJE3HHW ABIXATEIBHOW IICTIH
mutoxouapuit (BIIIM) moryT neGioTupoBaTh B JIOOOM BO3PACT€ W TPOSBIATHCS
MaTOJIOTHEH JF000W cucTeMbl OpraHoB. Hambosee 9acTo mopakaroTCs MBIIIICUHAS,
HEpPBHAsl M SHJOKPUHHAS CUCTEMBI, YTO OTPaX)aeT 3aKOHOMEPHOCTh B MOTPEOHOCTHU
TKaHEH B DHEPTUU OKUCITUTEIBHOTO (hochHOoprmInpoBaHusI.
Briaensator Heckonbko cuHAPOoMOB b/ILIM, 11t KOTOPBIX XapaKTEPHO COYETAHUE
KJIMHUYECKHUX CUMIITOMOB U CBSI3M C onpeaeaeHHbIMU MyTarusamu Mt/ HK:

1. MELAS - MUTOXOHJpUANIbHAS JHUedanonaTusi, JakTaT — alua03,

WHCYJIBTOMIOI00HBIC IPUCTYTIBI;
2. MERRF — MHOKIIOHYC — 3IIUAJIETICUS, HAUIMYUE «PBAaHBIX» KPACHBIX BOJIOKOH B
MBIIIIEYHOM OHOIITATE;
3. LHON - atpodus 3putenpHbIX HEpBOB Jlebepa;
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4. KSS — cungpom Kepnca — Ceiipa (kilaccuueckas KIMHUYECKas KapTHUHA
OMHKCHIBACTCS ~ TPUAAOW  CHUMITOMOB: MaHubecranus g0 20  Jjer,
Mporpeccupyroasi oPpTaabMOIUIET s, TUTMEHTHAs JIETeHepalns CETYaTKN);
CPEO — nmporpeccupyromias Hapy>kHas 0()TaTbMOTUICTHS;

6. LS - cungpom JIM (nmeOroTupyer B paHHEM JETCKOM  BO3pacte,
XapaKTEPU3YETCS MPOTrPECCUPYIOIIUMU HEBPOJIOTHUYECKUMHU PACCTPONCTBAMHU
(yTpatoii paHee MNPUOOPETEHHBIX IICUXOMOTOPHBIX HABBIKOB, MBIIICYHOU
TUIIOTOHUEN, MO3KEYKOBBIMA M OKCTpPAlMPaMUIHBIMH  PACCTPOMCTBAMH,
CyJI0OpOTaMu), JaKTaT — aluJ030M M XapaKTepHbIMH U3MeHeHusiMu npu MPT
TOJIOBHOTO MO3ra;

7. NARP — neBponarusi, atakcusi, TMTMEHTHAA JCT€HEpaIs CETYATKHU.

OTH KIMHUYECKHME CUHIPOMBI MOTYT IEPEKPBIBATBCA JAPYr C JIPyrom,

MPEACTABIATh KOMOWHAITUIO U3 2 U JTaXKe 3 KIMHUYISCKUX (peHOTUIoB. HekoToprie

U3 HUX, TI0 ME€pe POTPECCUPOBAHUS 00JIE3HU, MOTYT MEPEXOIUTh OJWH B IPYTOM.

JAnarnocruka

1. Omnpenenenne KOHLEHTPALUUK JAKTaTa U KETOHOBBIX TEJI B KPOBU JI0 M IOCIE
MUIICBOM HArpy3kd, TaK Kak [pPU PaCCTPOWCTBAX  OKHUCIUTEIBHOIO
dbochopumupoBaHus TPOUCXOIUT YBEITMUCHHUE JTAKTaTa U KETOHOBBIX TEI.

2. OmnpeneneHne aKTUBHOCTH KOMIUJICKCOB JIBIXaT€JIbHOM LIEMA MUTOXOHIAPUUA B
MBIIIIEYHOM OHOIITaTe, JICHKOIUTAX.

)}

Iransl guarnoctuku HBO
1. CrannapTHbIe CKPUHUHTOBBIE TECThI
KonuuecTBeHHBIC HCCICA0OBAHUS
Harpy3ounsie mpoOb1
HccnenoBanust BOBJIEYUEHHOCTH B MTATOJIOTHYECKUI MPOIECC OPTAaHOB U CHCTEM
HccnenoBanns akTHBHOCTH (DEPMEHTOB
JIHK-nuarsoctuka

Sk

B Hacrosee Bpems BBISBICHBI TeHETHUCCKHE (DAaKTOPHI IMPEIPACITIONOKESHHOCTH K
aTEepPOCKJIEPO3y B JAETCKOM U MOJPOCTKOBOM BO3pacTe. BBIIEISAIOT HACIEICTBEHHBIC
dbopmbl runiepunonporengemuid (I'JIIT), m1s KOTOPBIX XapaKTepHO paHHEE PA3BUTHE
umeMmudeckoit 6onesnu cepana (MbC) u panaux dopm aTepockieposa.

Knaccnpuxkanus runepaunonporenaemuii (I'JIIT) (mo @peapukcony):

BBIJICIISIOT Psf ceMeiHbIX ¢opm Oonesnm: 1, 11A, 116, 111, 1V, V tunel. Onu
XapaKTEePU3YIOTCS Pa3IMYHBIMUA COOTHOMICHHAMU cojaepkanus XC, ero dpakmuii u
ypoBHs Tpuriuiepuaos (TT).

1 Tun T'JII (BcTpeuaercs penko)

OTtcyTcTBUE WU MeDUIAT JIUMOTTPOTECH ITTUTIA3HI PUBOIUT K HAPYIICHUIO JIM3UCA
XUJIOMUKPOHOB U XC B KanuyuIsipax KUPOBOU TKAHU M MBIIIAX.

JInarHOCTHKA: CHW)XEHHE YPOBHS JUIONPOTEeHINNa3bl, BbipaxxeHHas [JIII,

renaTojJueHalIbHbIN CHUHAPOM, IMaHKPCATHUT, B CBIBOPOTKC 3HAYUTCIbHOC YBCIINYCHHC
T
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Tun 11A T'JIII — Hanbonee yacto BcTpeyaeMblil. buoxumudeckue mposiBICHUS:
noeiieane ypoBHs JIIIHIT wm XC. Knuaudeckue mDpOSBICHUSA: KCAHTOMBI,
npexaespeMenHoe passurue UbC u atepockieposa.

IIpnunna: marosiorua peuentopHoro ammapara JIIIHII, pacnonoxxenHoro Ha
MOBEPXHOCTH  ITUTOIUIA3MATHYECKOM  MEMOpaHbl  KIETOK,  OOYCJIOBJICHHAS
CIEAYIOIIMMU MyTallUsIMU T€HA!

1. TToMHOCTBIO OTCYTCTBYET PEILENTOPHBIN OENOK (HYJIEBbIE aJIEIN);

2. Cunresupyerca ne(dEKTHbIA O€JIOK, MUMEIOIIUNA 3aMeJUICHHBI TpaHCHOPT K
MeMOpaHe KJIETOK 151 MPEKIECBPEMEHHO pa3pyLIaroMKncs B
SHJIOIIA3MATUYECKOM PETUKYIIYME KIIETKH;

3. Cunresupyercs peuentop JIITHII ¢ moHmkeHHOW CIIOCOOHOCTBIO CBSI3BIBATh
JITTHIT,

4. Obpasyercsa neheKTHBIA PENEnTop, MPENATCTBYIONUN MOCTYIICHUIO BHYTPh
KjeTku cBsa3anHbIx JITTHII;

5. OOGpa3yetrcsi nedexTHbII O€loK penentopa, MPU KOTOPOM TMPOUCXOIUT
YCKOpPEHHAasl Aerpajanus caMoro penenTopa.

B 2004 r. Gputa onmcana y neredt u nmoapoctkoB myTtarus E207K B rene cunTesa

peterrropHoro 6enka JITTHIT.

Kpome anomanuit JIIIHIT — penentopHoro amnmapara BbISIBIEHBI MyTalldd CAMOTO
anonpoTtenHa B, Bxomsmero B cocraB 6enkoBoit wactu JIITHII (pacmonoxen Ha 2
xpomocome). Takoit JIIIHII, B coctaB KOTOpOro BXOAUT AePEeKTHHIH amo — B —
0eJIoK, He CHOCOOEH CBSI3BIBATHCA C PEUENTOPOM, U B pPE3yjibTaTe€ pPa3BUBACTCS

runiepXCemusl.
Bcerpewatores kak romosurotasie (1:1000000), Tak U reTepo3uroTHsie (HOPMBI
(1:200 — 500). KiuHu4yecku 'y TETEPO3UTOT OTMEUYAETCS  yMEpEHHas

runepxoyiecrepuHemus, ypennuenue ¢pakuun JIITHII, kcanTOMaTo3 CyXOoXuiuii,
nH(}APKT MUOKAp/Ia, KOTOPBIM MOXKET Pa3BUTHCS B Bo3pacte 35 — 45 jer.

Hawnbonee Ttsokenmass romo3urotHas (opma, mpoTekaromas ¢ BBIPAKCHHOU
runiepXCemueit u BbicOkUM ypoBHeMm JIIIHII, oTnoxxkeHuem nunuaoB B KOXKe,
CYXOXUJIUAX, POroBUlle, XapakTepuzyercs pazsutuem UBC yxe no 20 ner.

I'JIII tunma 116 xmuandecku cxoana ¢ I'JIII 11A Tuma, HO compoBOXAaeTCs
TUIIEPTPUTIULIEPUIEMUACH U HETTIEPEHOCUMOCTBIO TJIFOKO3BI.

Cemeiinas I'JIII tuma 111 - ayTOCOMHO — PELECCMBHOE WM JOMHUHAHTHOE
HACJIEIOBAHHUE:

1. IloBwimenusi yposens XC, TT';

2. TloBbimenusii  ypoBens JIIIOHII, BcimeacTtBue 3aMemyieHHOro pacnaja
anomanbHbIX JITTHIT (medext conpsbker ¢ MyTamueil He TOJIBKO armompoTenHa
B, Ho u anonpoTteuna E, Bxopsiiero B coctaB 6enkoBor ctpykTypst JIITOHII,
KOTOPBIE SIBJISIIOTCS. BeIylIeH TpaHCIIOPTHOU (popmoit sumoreHHbix TT).

3. XapaktepHa mabunbHOCTh moOKazaTenedt XC wum TI' mmasMbl KpoBH TIpH
OTPAaHUYEHUH YTJIEBOJOB B MMHUIIIEBOM PALIMOHE.

4. Yactole ciyTHUKHU — oxkupenne, CJI, nonarpa.
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5. IlposiBiisieTcss B MOJPOCTKOBOM BO3PACTE, COIMPOBOXKIACTCA KCAHTOMaMH B
00JIaCTH ATOMMII, B CKIAJKaX CyCTaBOB, JAJOHEH, B HMHTUME TIEPUPEPUICCKUX
Y KOPOHAPHBIX COCYJIOB.

Cewmeiinas I'JIII 1V Ttuna - Bbicokas yactota Berpedyaemoctu (1:100):
1. AyTOCOMHO — JOMHWHAHTHBIA THIT HACJICIOBAHUSA, TETEPO3UTOTHas (opma
(rOMO3HUTOTHI HE OOHAPYKEHBI).
2. Ywmepenno Bwicokoe coxaepxanue TI m wu30werok JIIIOHIT Ha done
HOPMAJIBHBIX WJIH CJIETKA MOBBIIEHHBIX 3HaUeHn XC;
WP u oxupenue.
4. Yame sBasiercs ocHOBOM (opmupoBanuss MC, dYacTo COMPOBOKIACTCS
TUIIEPYPUKEMHUEN, PAHHUM aTEPOCKIIEPO30M, KCAHTOMATO30M, TAHKPEATUTOM,
AT, C/I 2 tuna.
['JIIT Tina V npakTh4YecKHd HE BCTPEYAETCSA B AETCKOM U IMTOAPOCTKOBOM MOIMYJISALIUN

Onucannsie MoHoreHHbie (opmbl ['JIII gomKHBI TpUBIEKaTh BHUMAaHUE Bpadei
BBUJly TOTO, YTO JUJII HUX XapaKTEPHO PAHHEE HAYAJIO, COYETAHHUE C OKUPECHUEM H
TUIIEPUHCYJIMHEMUEN, KIMHUYECKUE MPOSBJIEHUS B BUJIE KCAHTOMATO3a, HE BCETA
Pacrno3HaBaeMoOro B JIETCTBE, a4 TAKXKE OTATOLICHHAs] HACIEICTBEHHOCTh II0 PAaHHEMY
Pa3BUTHIO aTEPOCKIIEPO3a.

B Hacrosmee Bpems u3BecTHO Oosiee 20 reHOB, KOTOPBIC OMPEACIISIOT IPOIIECCHI,
OKAa3bIBAIOIINE BIUSHUE HA PETYJHLUIO SHEPTETUYECKOTO TOMEOCTa3a OpraHu3Ma U
YY9acTBYIOIIME B TE€HE3€ HM30BITOYHOW MAacChl Tela W OXHpeHus. B OonbIMHCTBE
CIIy4aeB JETCKOTO OXHUPEHHS OTMEYaeTCs MHOTO(GAaKTOPHOCTh 3TOTO 3a00JIEBAHMS.
«I"eHbl — KaHAUATHD» MOBBIIAIOT PUCK BOZHUKHOBEHUS M30BITOYHON Macchl Tela y
pebeHKa TOJBKO TPH YCIOBUHU JNEUCTBHUS CPENOBHIX (HaKTOpOB (MHUTaHWE W 00pas3
KU3HH).

W
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