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CIIUCOK COKPAILIEHUI

BI' — 6one3nn [ome

['JIIT — runepaunonpoTenieMust

['XC — runepxoaucTepuHeMus

NBC — umemuyeckas 00Jie3Hb cepala

JIIIBII — nunonpoTenasl BBICOKOW III0OTHOCTH
JIITHIT — nunonporen bl HU3KOM IIIOTHOCTH
JIITOHII — nunonpoTrenpl 04eHb HU3KOM IIIOTHOCTH
JIIIIIT — nunonpoTen bl MPOMEKYTOUYHOM IIIIOTHOCTH
TI' — Tpurannepubl

XM — XHAJIOMUKPOHBI

XC — xonectepuH

[HHC — uenTpasiibHasi HEpBHAs cUCTEMA

MOTHUBALIMOHHASA XAPAKTEPUCTUKA TEMbI

Tema 3ausTusi: «HacnenacTBeHHbsle HapymieHHss OOMEHa yTiEBOAOB, JIUIIH-
JIOB ¥ aMHUHOKHCIIOT». Tema paccMaTpHWBaeTCsl B paMKax JUCIUILINHBI «[ pymHOE
JIETCTBO» VISl CTYJIEHTOB 6-T0 Kypca NeauaTpudeckoro Gaxkyiprera.

OO01ee BpeMs 3aHsATHSA: 6 YaCOB.

W3ydenne TeMbl BaKHO IS TOATOTOBKHA KBATH(HUIIMPOBAHHOTO Bpada-
neauaTpa, Tak Kak BPOXKICHHBIC HAPYIICHHs] OOMEHA JIMIMHUI0B — TsDKeas maTo-
JIOTHS JETCKOTO BO3pacTa, TpeOyroIias CBOEBPEeMEHHOTO npoBeaeHus nuddepen-
[IMAJbHOM JMArHOCTHKU, HA3HAYEHMsI aJIeKBATHOTO JICYCHHsS, MOCIEIYIOIIETO
HAOJIOCHUS ¥ KOOPJAMHAIIMKM PA0O0Thl MEX]y MeauaTpaMu, TeHETUKaMU U Bpada-
MH JIPYTUX CIELUAIBbHOCTEN.

Leab 3aHATHSI: 03HAKOMHUTHCSI C OCHOBHBIMH HACJIE/ICTBEHHBIMU Jle(heKTaMu
oOMEHa JIMMHIOB; BBIJCIUTh BEAYIIHE CUMIITOMBI MPU HAPYIICHUSX JUMUIHOTO
0oOMEHa; HAy4YUThCS COCTAaBJATH IUTAH OOCJIENOBAaHUS WU JICYCHUS, O3HAKOMUTHCS
C METOJIaMHU PAaHHEW TUATHOCTUKW JAHHOW MaTOJIOTHH, TPUHIIMITAMHA CKPHHUHTOBO-
ro o0cye1o0BaHusT HOBOPOXKIACHHBIX, MEAMKO-TEHETHUECKOTO KOHCYIbTHPOBAHUSI.

3apaum 3anHsaTUA. CTYIECHTHI TOJDKHBI U3YYHTh:

1) 0OMEH JUIUIOB B HOPME, JTUITHUI0IPAMMY 3I0POBOT0 peOCHKA,;

2) 3THOJIOTHIO, ITATOTEeHE3, TUIl HACICI0BaHUS JIUITHI030B;

3) KJIMHUKY, IUArHOCTHKY U JICUYCHHE:

— HACJICICTBEHHBIX TUIIEPXOJIECCTEPUHEMUIA;

— BbI;

— 0oxe3un Humana—Iluka;

— amaBpoTrueckoit uauotun (6one3nu Tes—Cakca);

4) nepedeHpb 3a00JieBaHMA, ¢ KOTOPBIMUA HEOOXOAMMO TpoBecTH auddepeH-
[IUAJTHLHYIO TUArHOCTHKY,



5) NpUHIKITEI TUETOTEPANTUN M MEIUKAMEHTO3HOM Teparnuu MpH 3TUX 3a00-
JeBaHUAX (IPOTHBOCYAOPOKHBIC, BATAMUHOTEpAITHS ),

6) mokazaHus K HAIPABJICHUIO B METUKO-TCHETUYCCKHI IICHT;

7) MPOTHO3 U MPOPHIAKTUKY HACIICACTBCHHBIX HAPYIIICHUH OOMCHA.

TpedoBaHust K MCXOAHOMY YPOBHIO 3HAHMIi. [[JIT TOJTHOTO OCBOEHUS TEMBI
HEO0OXOMMO TTOBTOPUTH CIACAYIOIINA MaTepra:

— 13 OMOXUMHH: OOMEH JIMIHI0B, AMUHOKHUCIIOT;

— TIPOTIEJIEBTUKH JACTCKUX OOJIE3HEH: 0COOCHHOCTH OCMOTpa, cOOopa aHaMHe-
3a, IEPKYCCUH, TAIBITAIINH U ayCKYIbTAIlUHU Y JCTEH;

— ¢apmakosoruu: ¢papMaKOKUHETHKA U (papMaKOJMHAMUKA BUTAMUHOB, TPO-
THUBOCYIOPOKHBIX CPEACTB H JIp.

KoHTpoJibHBIE BOMPOCHI U3 CMEKHBIX THCIUTIIHH:

1. HepBHO-TICUXMYeCKOE M1 MOTOPHOE Pa3BUTHE JIETEH TIEPBOTO TOJIa KU3HH.

2. ®u3nYecKoe pa3BUTHE JIETEH MEPBOT0 ToJia KU3HU.

3. [IpaBuna BckapMIIMBaHUs IeTEH MEPBOTO IO KU3HU.

4. buoxuMuueckue nokaszareau KpoBU B HOpME.

6. Knaccuduxkanus, ctpykrypa, cBoiictBa u oomen nunuaos (XC, TI', numo-
MPOTEUI0B HU3KOM U BHICOKOM TUIOTHOCTH).

KoHTpo/ibHBIE BONPOCHI 110 TEMe 3aHATHS:

1. OTtHomorus, maToreHe3, TUII HacJaeA0BaHUS JIUIIH030B.

2. KiimHnKa, TUarHoCcTHKa U JICUeHHUe:

— HACJICICTBCHHBIX TUIIEPXOJIECCTEPHHEMHUH;

— bI;

— 6osie3nn Humana—Iluka

— amaBpoTrueckoi uauotun (6one3nu Tes—Cakca).

KJIACCUDPUKALINA HAPYIIEHUI
JIMIINJIHOT'O OBMEHA

3Ha4YeHME JIMNUIOB B OpraHu3Me BeIuKO. OHH COCTaBISIFOT OCHOBY LIEHTPAJlb-
HOU HEPBHOM CHUCTEMBI, 00PA3yIOT JUMHUIHYIO0 MAaTPUILY KJIETOUHBIX MEMOpaH U op-
raHeJul KJIETOK, UTPAIOT 3HAUYUTEIbHYIO POJIb B SHEpreTuyeckoM oomene. Hekoro-
pble JIMMUABI TPEACTABIAIOT cO00M CI0XKHBIE (PEPMEHTHbIE KOMILIEKCHI, TPUHHU-
MaroIlM€ y4acTHE B MMMYHHBIX PEaKLUAX, MUILIEBAPEHUH, CBEPTHIBAHUN KPOBHU
(tTabn. 1). C HUMHU TECHO CBS3aHO YBEIUYECHHE YACTOTHI CEPJIEYHO-COCYAUCTHIX
3a00JIeBaHUM, YTO M NPUBJIEKJIO BHUMaHUE Bpadell K OCOOCHHOCTSIM JIUIHIHOTO
oOMeHa. B ocHOBE TakuX OCTPO pa3BUBAIOIIMXCS MATOJIOIMUECKUX COCTOSIHUM, KaK
uHGapKT MHUOKapAa, MO3rOBOM MHCYJbT, BHE3AMHAsI CMEPTh B OOJILIIMHCTBE CITY-
YaeB JIEKAT aTEPOCKICPOTHUECKUE TTOPAXKEHHUS apTepuid cepAlia U MO3ra.

JlmarHocTuke U JICUEHUIO JUCIUMHUAONPOTEUIEMUN B MOCIEAHEE BpeMs yie-
70T O0JbIIOe BHUMaHUE. JUCIUNUIonpoTeNAEMUN — OJIMH U3 TJIABHBIX (haKTO-
POB pHCKa pa3BUTHS MHOTHX 3a00JI€BaHUM, B IEPBYIO OUEPEAb — aTEPOCKIEPO3a.



bunoxumnyeckas XapaKTEPUCTUKA JIHMMOMPOTEUA0OB YE€JI0BECKaA

Tabnuya 1

CaoiicTBa XM JITOHII JITITIIT JIITHIT JIBII
Pa3mep vactun, HM 75-120 40-70 25-35 2228 5-12
IInotHOCTB, I/CM <0,98 0,98-1,006 |1,006-1,019/1,019-1,063| 1,063-1,210
[MonsuxuocTs ipu | OcTaroTcs Ha [Tpe-B Mennennas B 0}
anexTpodopese B crapTte mpe-f
arapo3HOM reJie
Cocras, %:

XC 37 20-30 30-50 51-58 18-25
T 8-95 50-65 30-40 4-10 3-7
docdomuru bl 3-6 15-20 20-25 18-24 24-32
benox 1-2 6-10 10-15 18-22 45-55
ATIOTIPOTEHHBI B48, Al, All, B100, Cl, B100, E B100 Al, All, AV,
AIV,CL,CIHLE| CII, CIIlLE CIL,CILE
Mecro obpa3oBa- | Tonkas kumika, | [ledens, Ton- | JITIOHII JIIIOHII, | Ileuens, TOH-
HUS WIA UCTOYHUK | JUOWUABI HUIMK | Kas KHUIIKa JITIIIIT Kas KMIIKa
ATEpOreHHOCTb He nokazana | He nokasana Becbma Hokazana | AnHTHarepo-
BEpOSITHA ITCHHEBIC
BEIECTBA

BBIIensroT psAx CEMEHWHBIX TUIEPIUINAIEMHM, KOTOPBIE XapaKTEPHU3YHOTCS
pa3nu4HbIM cOoOTHOIIEHHEeM coaepxkanua XC, ero ¢pakumii u T (tabdn. 2). Ha
OCHOBAHMM METAaaHANM3a TMONYJALHOHHBIX HKCCIEAOBAaHUN M pacnpenesneHus
ypoBueut XC, TT', JITHIT u JITTIOHIT ®punepuxconom B 1970 r. Obuta npeajioxe-
Ha KiaccuuKkanus gucaunuaeMuil. B nmocnenyromem oHa Oblia yTOUHEHA, Nepe-
paborana u ¢ 1973 r., mo pekomenganuu BO3, mupoko ucronb3yercs s UICH-
TU(UKALNY BBISBICHHBIX HApYIICHUN JUIUAHOIO OOMEHA HE TOJIBKO Y B3POCIIBIX,

HO U y JETEH.

Tabnuya 2
Kaaccudukanus runepiaunonporeugemuii, npuasaras BO3
Tun | XM |JIIOHI|JIMHII| XC | Tr Hapywenus Komneckne
JIMIIONPOTEN10B NPHU3HAKH
| T | Hopma | Hopma |Hopma| 11 N30biTok XM | AOnoMHHATIBHBIE OOJIH.
I'emaTomeranus, peTUHO-
narusi. KcaHTombl
A | — | Hopma ™ 11 | Hopma | U36brTok JIITHIT |KcanTombl. Pannuii
aTepOCKIIepO3
IIB | — 1 1 1 1 N36brTok JITTHIT | KcanToMsl, KcaHTeIa3Mbl,
u JITTOHII paHHUI aTEPOCKIIEPO3
I | — |B-Jlunomnporensi 1 1 N30bITOK Oxupenue, pacrpocrpa-
peMHaHTOB XM |HEHHBIN aTepOCKIIEPO3.
n JITITIIT KcanTombl
v | - 1 Hopwma | Hopma 1 N30brTok JITIOHIT | AOnomMuHanbHbIe 60IIH.
ATepocKIIEPO3 COCYTIOB
\Y 1 1 Hopma | Hopma | 11 N30b1Tok XM | AGtoMuHaNbHbIE 00JTH.
u JIITOHII [Tankpeonekpos. Oxupe-
HUE




TJIIT | muna obycnoBieHa HapymieHHeM Ju3nca XM (OCHOBHas TPaHCIIOPT-
Has popma numiesix TI', BcocaBmmxcs B kumieunuke, (90,0 %) u XC (10,0 %))
B KalWJUISIpax >KUPOBOM TKAHM U MBIIIIAX B pe3yJbTaTe OTCYTCTBUS W/ WK AePu-
[UTa JIMIIONPOTEUUINIA3bl TUOO TeHETHUYECKOoro AedeKTa anonpoTensia, CBSI3aH-
HOT'O ayTOCOMHO-PELECCUBHBIM THUIIOM HAclieoBaHUs. JMarHocTupyeTcs JaHHBIN
tun [JIIT y nererr Ha OCHOBaHMM CHMKEHUS YPOBHS JIMIONPOTEH IIUIIA3HI, BBIPA-
KEHHOM TUNEPTPUTIULEPUAEMUAN C KOJMKAMH B BEPXHUX OTAENAX >KMBOTA, rema-
TOJIMCHAJILHBIM CHHJIPOMOM, MaHKkpeaTuToM. ChiBopoTka KpoBu ad oculus (B3sTas
HATONIaK) UMEET MOJIOYHO-MYTHBIN I[BET 3a CYET 3HAYUTEIHHOTO yBesnnueHus: T1.
['JIIT | Tuma Betpewaetcst goBodsHO penko (1 : 10 000). Puck atepockieposa He
BBIIIIE, YEM B IOIYJISLUU.

Haubonee yacto BcTpeuaeMol cpeau JeTeld U MOJPOCTKOB U XOPOUIO U3Y-
yeHHoU siBnisieTcs [ JI11 I1A muna, BO3HUKAIONIAs BCIEICTBUE 3aMEJICHUSI paciajia
JITTHIT (tpancnioptHas dbopma, gocrasisomias XC K opraHaM U TKaHsIM), B pe-
3yJbTaT€ 4YEro MpPOUCXOAUT 3amemnieHue snuMuHanmu XC. MapkepoMm AaHHOTO
HapyLICHUS SBIIETCA MaroJiorus peuentopHoro anmapara JIITHII, pacrionoxen-
HOTO Ha TIOBEPXHOCTH IUTOIUIA3MAaTUYECKON MeMOpaHbl KIETOK. bruoxumudecku
HapyuieHue nposipisgercs nosbimieHneM ypoBHst JIITHIT n XC, a knuHuueckn —
KCaHTOMaMHu, NpexaeBpeMeHHbIM pazsutuem MBC u arepockneposa. Bo MHOTHX
CTpaHAaX YCTAaHOBJICHO HECKOJIBKO PA3HOBUIHOCTEN W3MEHEHUW T'€Ha, KOJAUPYIO-
niero cuHres3 peuenropa ars JIITHIT:

a) TaK Ha3bIBa€MbI€ HYJIEBBIC aJUICJIM, KOTJA MOJHOCTbIO HE CHUHTE3UPYETCA
peuentopHsiil 6enok, T. e. Het JIIIHII-penenTopa;

0) cunTesupyetrcs AedeKTHBIN O€JIOK, UMEIONIUN 3aMEIJICHHBIA TPaHCIOPT
K MeMOpaHe KJIETOK M pa3pyLIAIONIUNCA MPEKIEBPEMEHHO B DHJOIIA3MAaTHY -
CKOM PETHUKYJIFOME KJIETKU;

B) cuHTte3upyetcs pernentop k JIITHIT ¢ mormkeHHON CIOCOOHOCTHIO CBSI3bI-
Batb JIITHII;

r) oopazyercs AedEeKTHBIA PELenTop, B TMOCISAYIOIIEM MPENsSTCTBYIOMUN
ITOCTYILICHUIO BHYTPb KJIETKH cBsizaHHbIX JITTHII;

1) oOpasyetcst neekTHbIi (YKOPOUYCHHBIH) OCJIOK perenTopa, Mpu KOTOPOM
IIPOUCXONUT YCKOPEHHAs IeTpajalys caMmoro perenTopa.

K nactosimieMmy BpeMeHu yctaHoBieHo Oonee 300 MyTaluii reHa, KoAupyro-
uiero cunres peuentopa JITTHIT.

Ecmu x I'JIIT A Tuma npucoenuHsieTcss TPUTIULIEPUIEMHs, TO 3TO CBHUJE-
TeAbCTBYET O pa3Butuu [ JII1 115 muna. [IpyunHa Takoro NpuUCOEIUHEHUS] HEU3-
BecTHa. KimmHuueckn oHa cxoxka c BeimeonucanubiM |IA tunom T'JII, HO mpu
3TOM HEPEAKO OTMEYAECTCS HENMEPEHOCUMOCTD IJIFOKO3BI.

Cewmeitnas [JII1 11l muna XapakrepuszyeTcs ayTOCOMHO-PELECCUBHBIM HIIU
JIOMHHAHTHBIM THIIOM HACJIEIOBAHUS, HAIMYUEM B IJIa3ME MOBBIIICHHOTO YPOBHS
XC, TT', JITTOHII BcnencTBue 3ameiieHHOro pacnaaa anHoManbHbeIX JITTHIT. Kak
nmoJiararot, AeeKT COMpsHKEH C MyTallMed He TOJBKO amomnpoTenaa B, HO u amo-
nporeusa E, BXomasimero B coctaB OEIKOBOW CTPYKTYPHI JUIOMPOTEUIOB OUYEHB
HU3KOW Y TIPOMEKYTOYHOW IUIOTHOCTH, SIBJISIOIIUXCS BEAYILIEH TPAHCIIOPTHOWU
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dbopmoii suorenHbix TI. OgHUM U3 «OMO3HABATENbHBIX 3HAKOB» JAHHOM JIUIO-
NPOTEUACMUN sBIseTCA JaOuabpHOCTh nokazarene XC u TI' mina3mel KpoBU TIpU
OTPaHUYEHUH YTIIEBOJOB B MHUILEBOM panuoHe. YacThIMU CIyTHHUKAMH 3TOM MAaTo-
JIOTUU SBJISIOTCSl OKUPEHUE, caXxapHbIil auaber, moaarpa. 3a0ojieBaHUE MPOSBIIS-
€TCS IOBOJIBHO PaHO, €II€ B MOJPOCTKOBOM BO3PACTE, U COMTPOBOXKAAETCSA KCAHTO-
MaMH{ B 00JacTH SITOAUL], B CKJIAJKax CyCTAaBOB, JIAJOHEH, OTIOKEHUEM JIUIIUIOB
B UHTUME NepupeprUIeCKUX U KOPOHAPHBIX COCYIOB.

Cewmettnas [JII1 1V muna, xak u ee reTepo3urotHas Gopma, XxapakTepu3yercs
ayTOCOMHO-JJOMUHAHTHBIM THUIIOM HACJIEIOBAHMS M JTOBOJBHO BBICOKOW 4aCTOTOU
BcTpeyaemoctd — 1 : 100, romo3urotel He oOHapykeHbl. OHa XapaKTepu3yeTcs
ymepeHHo BbICOKUM (10—15 mmomnb/n) conepskanuneM TI™ u uz6sitkom JITIOHIT Ha
(dhoHE HOPMANIBHBIX UJTK CJIETKA MOBBIIICHHBIX 3HaUYeHUN XC, CpaBHUTEIBHO JIETKO
JWAarHOCTUPYETCS, TaK KaK SIBJISETCA CIYTHUKOM OYKHUPEHUSI U WHCYJIUHOPE3H-
crentHocTH. ConpoBosxxnaercs [JIII IV Tuna runepuHCyIuHU3MOM, a U30BITOY-
HOE MOTpeOJIEHNE YIIeBOJIOB NPUBOAUT K YCUIEHHOMY CHHTE3Y SHAOTeHHbIX TI
B neueHu. [lanHas runepiunuieMust siBISIETCsS OCHOBOM (opMHUpoBaHUS MeTabo-
JMYECKOTO CHHJIPOMAa W HEPENKO CONPOBOXKAACTCS TUIEPYPUKEMHEN, paHHUM
aTepOCKIIEPO30M, KCAHTOMATO30M, ITAHKPEATUTOM, ApTEPUAIbHON TMIIEPTEH3HEM,
a B TIOCJIEYIOIIEM U CaXapHbIM 1I1a0eTOM 2-TO THUIIA.

TJIII V muna, Kak HeTaBHO YCTAHOBJICHO, BOSHUKAET BCJEACTBUE JeuiurTa
anoriporenHa kiacca CII, Bxoasuiero B coctaB XM. OHa NMpakTUYECKH HE BCTpE-
YyaeTcs B AETCKOM M MOAPOCTKOBOM momyssiguu. B otnuuue ot | Tuna, e comyt-
CTBYIOT CaxapHbli aualer, mojaarpa, apTepualibHasi runepTeH3us. PUck pazButus
aTepoCKJepo3a Mpu ATOM He BhIlIe, ueM B oouieit nonynasuuu. ['JIIT V tuna Hocut
CEMENHBIN XapaKTep, UMEET ayTOCOMHBIN THUIl HACIICIOBAHUS.

Takum o6pazom, [JII1 | muna o6ycrosnenvt xuromuxkpornemuetl, |\l muna —
yveenuwenuem kounyenmpayuu JIITHII, W1l muna — ysenuuenuem cooeporcanus
JITIOHII, |V muna — eunepmpuenuyepuoemuell.

BrlisiBlIeHHBIE K HACTOSIIEMY BpEeMEHM N1e(PEKThl Ha TE€HETHUYECKOM YPOBHE
npu /' XC BximovaroT 4 BUJa NaHHOW maTtojoruu (Tabi. 3), 4To Mo MpeIoKEHUIO
lNonpmreitna u bpayH Ha3BaHO «XOJIECTEPUHOBBIM KBapTeTom». Kak BUIHO U3
JAHHOM TaO0JIMLIbI, MOHOTEHHO OOYCJIOBJIEHHbIE (DOPMBI THUIIEPXOJECTEPUHEMUU
peanusyroTcs yepes HapymeHue pyukiuu JITTHIT-penenTopa.

Onucannbie MoHOreHHbIE (hopmbl ['JII] 1omKHBI TpUBIIEKaTh BHUMAHKUE KITU-
HUIMCTOB, TaK KaK JJIsl HUX XapaKTEepPHO:

— paHHEe HavaJo;

— COUYETaHUE C O’)KUPEHUEM, TUIIEPUHCYIMHU3ZMOM;

— KJIMHUYECKUE MPOSBICHUS B BUAE KCAHTOMATO3a;

— OTSATOLICHHAs HACJIEICTBEHHOCTD 10 PAHHEMY PAa3BUTHIO aTEPOCKIIEPO3a.

JIunuoo3vl — TpyIma 3a00JIeBaHNMN, XapaKTEPU3YIOIIUXCS HAPYILICHUEM JIH-
OUJAHOTO OOMEHAa M MMEIONIMX MPEUMYIIECTBEHHO HACIEACTBEHHYIO NPUPOAY.
BoNbIIMHCTBO NUIKU030B OTHOCUTCS K OOJIE3HSIM HAKOIUIEHUS, COMPOBOXKIIAI0-
IIUMCSI OTJIOKEHUEM aHOMAJIBHO OOJIBIINX KOJMYECTB HEPACIICTUICHHBIX MPOIYK-
TOB UPOBOr0 OOMEHA B Pa3JIMYHBIX OpraHax M TKaHAX, YTO MPUBOAMUT K 3HAYM-
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TCJIbHOMY HApPYIICHHUIO HUX q)YHKHI/II/I B ocHoBe JUIINO030B JIC)KHUT IIOJIHAsA WJIN
JaCTH4YHas1 HEOAOCTATOYHOCTH JIHM30COMAJIBbHBIX (I)epMeHTOB, Y4aCTBYIOIIIMX B 00-
MCHC JIMIINA0B, KOTOpAasa O6YCHOBHCH& HaCJICACTBCHHBIM I[C(bCKTOM COOTBCTCTBY-
OmCro rcya. bonpmmHCTBO JIMIIUIO30B HACJICAYCTCA IO aYTOCOMHO-PCLHCCCHUBHO-
MYy THITY, HCKIIIOUCHUC COCTABJIACT 00JIe3Hb CDa6pI/I, KOTOpasd HACICAYCTCA II0

X-CLIETUIECHHOMY PELIECCUBHOMY THUITY.

Tabauya 3

Momnorennbie (popMbl 3a00/1eBaHusA, 00ycJIaBIUBaOIIKE OBbIIeHUe ypoBHsa JITTHII
U pa3BHTHe NpexIeBpeMeHHbIX popM aTepockiiepo3a (Goldstein, Broun, 2001)

Yacrora B JIHI, PesyanuaT MexaHU3M CHUKEHU S
IMaTosorus O — MMOJIE/ reHHOH (yHKIMu penenTopa
MYTAIUH JITTHII
Cewmeitnas [XC: Peuentop |Hedynkunonupyromime
TreTEPO3UTOTHI 1:500 7,5 TIHED
TOMO3UTOTEI 1:1000 000 16,5 PEHCIITOPE!
CeMelHBIA TUTAH] J€-
exTHbI Ao B-100: CHIKEHHE CBS3bIBAHUS
¥ TreTEPO3UTOTHI 1:1000 6,7 Ano B-100 JIITHII-penentopamu
TOMO3HTOTHI 1:1 000 000 8,0
AyTOCOMHO- | ? (HapyLLIEHHUE JIOKAIH-
Iif:ccc?aﬁiz;{ I'XC <1:1000 000 11,7 perieccuBHasl | 3alUU PEIenTopa
I'Xc B [ICYCHU)
2,5-15,0 A8C G5 |IlonmaBieHue reHOB
CurocreposeMus <1:1000000| (B3aBucumo- u/unm TPAHCKPUIILIUU
ctu ot nuethl) |  A8C G8  |penenTopoB

.HI/IHI/II[O?:BI BKIIFOYAIOT JIMIIOMPOTCMHEMUH, CBA3AHHBIC C HAPYIICHUCM oOMe-
Ha JIMIIONMPOTCHAOB, W TJIMUKOJIMUIIMIO3bI, O6yCJIOBJICHHBIC HapymcHUEM oOMeHa

I'TAKOJIMITUIOB.

B oprannsme 4enoBeka M3 IIIMKOJUIUAOB HaMOOJIee pacpoOCTpaHEHb! CHUH-

TOTJIMKOJIATIAIBI, TIOATOMY 3a00JeBaHUs, CBA3aHHBIC C HAPYIICHHEM HX OOMEHa
(CUHTOTIMKOJIUIINIO3bI), COCTABIISIIOT OCHOBHYIO YacCTh TIUKOJIUMUA030B. s
0003HaYeHUs TJIMKOJUIIUAI030B UCTIOJIB3YIOT TEPMUH JIHITHI03bD.

K nmunupo3am otHOcATCs ranrmno3uno3bl — GMI1-raarmuoszuno3 (tum |, 11,
1), GM2-ranrmmo3uno3 (tun |, |l, ¥OBEeHWIBHBIA, XPOHWYECKHIT); OOJIE3HD
Humanna—Iluka; 6onesnn [omie; 6onesnr @abpu; nunorpanyiaemaro3 dapoepa;
0one3np BynMena; 6ose3Hb |-KI€TOK; TCEBIOTYPIEBCKYIO MOMHAUCTPODUIO; Me-
TaxpOMaTUYECKYIO JeikoaucTpoduro; 6ome3nb Kpadoe.

BOJIE3Hb TEA-CAKCA

bonesnv Tesa—Caxca (GM2-ranrnuonunuao3, 1e@UINAT TeKCOo3aMHU-HHIa3bI
WM PaHHSS JIeTCKas aMaBPOTHYECKas UAMOTHS) — 3TO ayTOCOMHO-PEIICCCHBHOE
TCHETHYECKOE 3a00JIeBaHKME, KOTOPOE BBI3BIBAET IMPOTPECCUPYIOINIEE YXYIIICHUE
YMCTBEHHBIX U (pu3mdeckux crnocoOHocTelt pedeHka. [lepBrie mpu3Haku 3adoJe-


http://vse-pro-geny.com/ru_diseases_type_autosomno-recesuvni-hvoroby.html
http://vse-pro-geny.com/ru_diseases_type_autosomno-recesuvni-hvoroby.html

BaHUsI OOBIYHO MPOSIBIISIIOTCA B BO3pacTe NMpuMepHO 6 mecsueB. PacctpoiicTso,
KaK IPaBWJIO, IPUBOJUT K CMEPTH OOJIBLHOTO B BO3PACTE OKOJIO 4 JIeT.

bosne3np Ha3BaHa B 4yecTh OpuTaHckoro odranbmonora Yoppena Tes (oH
B 1881 r. mepBBIM OmKcan KpacHOE MSATHO HAa CETYATKE IJia3a) U aMEPUKAHCKOIrO
HeBposiora bepuapoa Caxca, KOoTopwlii pabotas B OonbHuIle MayHT CuHai
B Hrro-Mopke (0H onmcan KIeTo4HbIe H3MEHEHHs).

dnuaeMuoa0rusi. IcTopuuecku CIIOKHIOCh TaK, YTO €BPEHCKOE HACEICHHE
BOCTOYHOEBPOIIEHCKOTO MPOUCXOXKACHHSI (€BPEH alllKeHa3W) UMEIOT 00Jiee BBICO-
Kyl0 4acToTy 3alboneBaeMocTH Oone3Hbto Tes—Cakca u IpyrumMu OOJIE3HSIMU
HaKOIUTeHUs JunuaoB. Cpely HAceICHUs B IIEJIOM HOCUTENIEM (T€TepO3UTOTOMN)
ABJIgeTCs npuOan3uTenbHo 1 yenosek cpeau 300.

Kaaccupuxanus u cumnrombl. bonesns Tes—Cakca knaccuguuupyercs 1no
pa3HbIM (opMaM B 3aBUCUMOCTH OT BPEMEHU BO3HUKHOBEHHUS HEBPOJOTHYECKUX
cumntomMoB. dopma 3a00J1eBaHUs OTPAKAECT BAPUAHT MyTaIUU.

Hemckas gopma 60one3nu Tes—Cakca. Ha npoTshkeHUN TEPBBIX 6 MecsIEB
IIOCJIE POXKIACHUS JAECTH Pa3BUBAIOTCS HOpMabHO. HoO mocie Toro, Kkak HEpBHBIE
KJIETKM HaKaIUIMBAIOT TaHTJIMO3UAbl U TAKUM 00pa3oM pacTATUBAIOTCS, HAOI0/1a-
€TCsl HEMIPEPHIBHOE YXY/IIEHHE YMCTBEHHBIX U (PU3NYECKMX CIIOCOOHOCTEN 00JIb-
HOro. PeOEHOK CTaHOBUTCS CIIETOMN, IITyXOW U HE MOXET riI0TaTh. MBIIIIbI HAYU-
HAIOT aTpoupoBaThCs, BCIAEACTBUE YEro HacTymaeT napaind. CMmepTb OOBIYHO
HACTYyIIaeT B BO3pacte 10 4 JerT.

lloopocmkoeas ¢hopma 6onesnu Tea—Caxca. Ita ¢dopma 3a00sieBaHUA
BCTpEYaeTCsl KpaliHe peIKo U 0OBIYHO MPOSBIISET ce0s1 y A€Tel B BO3pacTe oT 2 10
10 net. ¥ HUX pa3BUBAIOTCA KOTHUTUBHO-MOTOPHBIE MPOOJIEMBI, MPOOIEMBI C pe-
yplo (Au3apTpusi), rioTaHueM (aucdarus), MaTKOCTh MOXOIKH (aTaKCHsi), BO3HU-
KaeT CMacTUYHOCTh. [larueHTsl ¢ moapocTKOBOM (hopmoit 60I€3HN OOBIYHO YMU-
paroT B Bo3pacte oT 5 10 15 ner.

Bspocnas ¢opma 6onesnu Tes—Caxca (anrn. LOTS). Penkas dopma pac-
CTpOICTBa, U3BECTHAs KaK B3pocias, wiu no3aHss, gopma oonesnu Tes—Cakxca,
BO3HUKAET y manueHToB B Bo3pacte oT 20 mo 30 ner. OHa XapakTepusyeTcs
HapyLIEHUEM IIOXOJKH M MPOTPECCUPYIOMIMM YXYAIUIEHUEM HEBPOJIOTUYECKUX
¢bynkumii. CuMnToMaMu JaHHOUW (DOPMBI SBIISIOTCS: MPOOJIEMBI C PEUBIO U IJ10Ta-
HUEM, IIATKOCTh IOXOJKH, CHAaCTUYHOCTh, CHUKEHHWE KOTHUTHUBHBIX HAaBBIKOB,
BO3HMKHOBEHUS MCUXUYECKUX 3a00J€BaHUM, B YaCTHOCTH MM30(PEHUU B BUC
ncuxo3a. LOTS, kak npaBuiio, He UMEET JETATBHOTO UCXO0A.

Eme no 1980-x rr., korga craja M3BECTHA MOJICKYJIsIpHAsl mpupoja 3adoJe-
BaHMUsI, B3POCIIYIO U MOJPOCTKOBYIO (POPMBI MOYTH HHMKOTJA HE paccMaTpHUBAIH
kak ¢opmbl Oone3nn Tes—Cakca. bone3np, koTopasi BO3HHKANA B MOJIPOCTKOBOM
WM B3POCJIOM BO3pacTe, 4acTO JUArHOCTUPOBAIM KaK APYrHe HEBPOJOTMYECKUE
paccTpoOUCTBA, HAIPUMEDP KakK aTakcuro Opuapenxa.

IHaTtopuszuonorus. bone3snp Tes—Cakca BO3HHUKAET BCIEACTBHE HEIAOCTa-
TOYHOM AaKTUBHOCTU (hepMeHTa ecexcozamunudazvi A, KOTOPBIA KaTalu3UpyeT
Oouoaerpasaluio OMpPeleIeHHOr0 Kilacca XUPHBIX KHUCIIOT, M3BECTHBIX KakK TaH-
rio3uibl. ['ekcozaMuungaza A sBIS€TCS )KM3HEHHO HEOOXOAMMBIM TUIPOIUTHU-
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YeCcKUM (PEepPMEHTOM, KOTOPBIM HAXOIUTCS B JIM30COMAX U pa3pyllaeT JIMITHUBL.
Korma rekcozamunugaza A mnepectaeT (yHKIHOHUPOBATH JOHKHBIM 00pa3oM,
JUNUABl HAKATUIUBAIOTCS B TOJIOBHOM MO3T€ M MPENSITCTBYIOT HOPMAaJIbHBIM OHO-
JIOTUYECKUM TpolieccaM. ['aHrImo3uabl MPOU3BOIATCS U OMOJIETPAIUPYIOT OBICT-
PO, B CaMOM Hayajie >KM3HH, B TO BpeMs, KaKk pa3BUBaeTCs MO3r. boibHbIE 1 HOCH-
tenu OoJnesan Tes—Cakca MOTyT OBITH OIMpPENeNeHbl MyTeM CIadd OTHOCHUTEIIBHO
MPOCTOTO OMOXMMHYECKOTO aHaln3a KPOBHU, KOTOPBIM OINpEAeNsieT aKTUBHOCTh
reKCO3aMHUHMAA3BI A.

Jluarnoctuka. B cimydasx, Korma He HCTIOIB3YIOTCS MOJICKYJISAPHBIE METOBI
JTUArHOCTUKH, TOJBKO BHUITHEBOE IMATHO MAaKYJbl SBIACTCS XapaKTEPHOW YEpTOH
U IUArHOCTUYCCKUM MTPU3HAKOM BCEX TaHTIIMO3HI030B.

B ornuune OoT HEKOTOPBIX APYTHX JIM30COMAJbHBIX 00Jie3HEH HaKOIUICHUS
(manpumep, bI', Humanna—Iluka, Canaxodda), remarocraeHomeranuss He siBIIs-
eTCsl XapaKTepHbIM npu3HakoM Oosie3nn Tes—Cakca.

Mertonp! nuarnoctuku 6one3nu Tes—Cakca:

1. Ckpununz ocymecTBiIsieTcs: AByMsI BO3MOXKHBIMU MY TSIMU:

— mecm Ha onpeodeyieHue Hocumesis — BO BPEMS €r0 MPOBEJACHHUS BBISBIISAIOT,
SBJIIETCSI JIX 3/IOPOBBIN YEJIOBEK HOCUTEJIEM OAHOU KOIWUU MyTaruu. MHoOrue cy-
MPY)KECKHE TMaphl XOTAT MPOUTH TaKOW TECT, MMOCKOIBKY OHU 3HAIOT O HATWIUHU
TEHETUYECKOTO 3a00JICBaHUS Y MTPEAKOB WM YJICHOB UX CEMbH;

— npenamanvbHoe mecmuposanue — MOMOTaeT ONpeIeIuTh, YHACIEA0BAI JId
U0/ JIBE JAe(EKTHBIC KOMUU reHa (110 OJTHOM OT KaXkJIOTO POJIUTEIS).

2. Hcecneoosanue ghepmenmamu6Hoil akmueHocmu 103BOJISET BEIIBUTD TEX
JHOJIeH, Y KOTOPBIX TIOHKEH YPOBEHb IeKCO3aMUHHUIA3hI A.

3. Ananu3 mymayuit.

Mpopunakruka. Ctpareruu nporiiakTuky (IpeIynpeskIeHus ) O0IE3HU:

— IIpeHaTalIbHAs TUarHOCTUKA;

— BBIOOp MapTHEpa;

— IpEeIUMIUIAHTAaHIIMOHHAS TeHETUYECKasl JUarHOCTUKA.

Jleuenne. B Hacrosiiee Bpemst HeT 3PdeKTUBHOTO JeueHus: 0ose3Hu Tes—
Cakca. Jlaxxe mpy caMOM JIydIlleM YXOJ€ JETH C JIeTCKoi (hopmoi 3a00JieBaHMS
YMHUPAIOT B BO3pAcTe JI0 5 JIET, a TeUEHHUE B3pOCIoil (POPMBbI MOKET OBITH TOJIBKO
3aMeJIEHO.

I'enomepanusa. Heckonbko BapuaHTOB T€HOTEPANTUH OBLITU M3Y4YECHBI IS Jie-
yeHus: Oose3an Tes—Cakca M APYTrHX JIM30COMHBIX OoJie3Hel HakorieHus. Eciu
ne(eKTHBIM T€H MOXKET OBITh 3aMEHEH Yepe3 MO3T, TOTJIa TCOPETHYECKH OO0JIe3Hb
MOXeT ObITh M3JieueHa. OHaKO KCCIeI0BaTeNM, padoTaIIMe B ATOM 00JacTu,
CUMTAIOT, YTO BPEMsi, KOTJa TPAHCIIOPTUPOBKA IeHAa B HEHPOH CTaHET peajbHO-
CTBIO, HACTYIIUT €Ile He CKOopo. Mcmoib3oBaHMe BUPYCHOTO BEKTOPa, a UMEHHO
aKTUBH3alMA MH(EKIMU B KaueCTBE CPEACTBA BBEJCHUS HOBOTO T'€HETHYECKOTO
MaTepuaia B KJIETKH, ObIJIO MPEIJIOKEHO B KaUeCTBE TEXHUKH JICUCHUS TCHETUYC-
CKUX 3200JICBaHUI B IIEJIOM.

Memabonuueckana mepanusa s jaedeHus nmo3aHe Gopmer 6onesnn Tes—
Caxkca Brirouaet Jieuenue npernaparamu OGT 918 (Zavesca).
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http://vse-pro-geny.com/ru_disease_1_Khvoroba-Teya-Saksa_%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C-%D0%A2%D0%B5%D1%8F-%D0%A1%D0%B0%D0%BA%D1%81%D0%B0-%D0%BF%D0%B5%D1%80%D0%B2%D0%B0%D1%8F-%D1%87%D0%B0%D1%81%D1%82%D1%8C.html

BOJIE3Hb HUMAHHA-IIMKA

bonesnv Humanna—ITuxka sinsieTcss TU30COMHONM OO0JIE3HBIO HAKOTUICHUS,
CBs3aHa C Je(UIUTOM AKTUBHOCTU COUHOMUETUHA3bI U HAKOIUICHUEM C@UH2O-
MuenuHa B KIETKaX PETUKYJIOAHIOTENNANIBHON CHCTEMBL. bOJNE3Hb BIEPBBIE
onucana B 1914 r., korga Hemenkuid neguatp AnbO0epT HumaHH npeacTaBui xa-
paKTepHbIC KIIMHUYECKUE MPOSIBICHUS 3a0oseBanus, a B 1927 r. Hemelkuii nmaro-
aoroanatrom Jlrogasur [luk omucan maromopoornueckrue Npru3Hak| U Ha UX OC-
HoBaHuM quddepeHnrponai 3adonesanue ¢ bl

B 1961 r. Kpokep paznenun Oone3np Humanna—IIuka Ha 4 KiIMHUYECKue
dopmer: A, B, C, D.

Onuaemuosorus. Yacrora 3abosieBaHusi cOCTaBisieT g TUnoB A u B
1 cioyyait Ha 100 000 HOBOpOXKAEHHBIX. 3a00JIEBaHNE BCTPEYAETCS BO BCEX ATHU-
YECKUX TpyNIax, 0JJHAKO YaCTOTa THUMA A BBIIIE CPEIH €BPEEB AlIKEHA3!U (BBIXO/I-
neB u3 Boctounoit EBponer) u coctasmisier 1 : 100.

UYactora 3a6oneBanus s tuna C — 1 ciydait Ha 120 000 >xuBBIX HOBOPOXK-
JICHHbIX. BOJEe3Hb, KaK MPaBUJIO, BO3HUKAET CHOPAJWYECKH y MpEICTaBUTENCH
10001 STHUYECKOW TPYMIBI, XOTS ObUIM OOHAPYKEHbl TC€HETHUUECKHE H3O0JISATHI
C 3MHJIEMHUOJIOTUEN BBIIIE CPEAHUX MMOKA3ATEIECH.

Jtnojorus, mnarorene3. bone3snr Humanna-Iluka oOwveguHsieT rpymniy
C()MHTOMMEIONHUINI030B, XapaKTEPU3YIOIUXCSl HAKOIUIEHUEM C(UHTOMHUEIHHA
B JIM30COMAaxX MO3ra, MEYEHHU, PETUKYJIOIHIOTEIHAIBHON CUCTEME BCIEACTBUE
CHI)KEHHUS! aKTUBHOCTH (epMeHTa c(UHroMHUeNnHa3bl ¢ obOpa3zoBaHueM (pocdo-
PWIXOJIMHA U LIEPAMUIHBIX OCTATKOB.

Tun HacnenoBaHUs — ayTOCOMHO-PELIECCUBHBIN.

['en kucnoi cpuHroMuenuHasbl HaXoAUTCs Ha Xpomocome 11. T'eHbl, OTBET-
CTBEHHBbIE 3a pa3BuTue O6one3nu Humanna—Iluka tunoB A u B, pacnonosxensl Ha
aJUIeTIbHBIX y4acTKax xpomocombl 11, kaptupoBansl Ha 11315.4-15.1 (ommcaHo
OO0JIBIIIOE KOJUYECTBO MyTaluil). ['eH, OTBETCTBEHHBIN 3a pa3Butue Oose3nu Hu-
maHHa—IIuka (Tuna C), kaptupoBan Ha 18q11.2, kogupyeT O€I0K, KOTOPBIN Mepe-
HOCHUT 4Yepe3 IUTOIIa3aTudeckyto Mmemopany XC U TJIMKOJUIUIBI, TIOATOMY MPU
tune C HaKaIIMBaeTcs He TOJbKO cuHromuenut, Ho u XC. B HopMme cpuHrOoMu-
€JIMH COAEPKUTCS B MO3Te, IEYEHH, CEJIE3EHKE U TTOYKaX.

Jns 3a0oneBaHusi XapakTEpHbl paHee Hayajao, renaToCIICHOMEralus, Mbl-
[I€YHas] TUNEPTOHUA, MEePEexXosias B TMIOTOHUIO, 3aJIepKKa MCUXOMOTOPHOTO
pa3BUTHSL.

Ceiiuac, Korja rnoHsATHa TeHeTUYEeCcKas MpUupojia 3a00JeBaHUs, pACCTPOMCTBO
KJIACCUPUITUPYETCS CIAEAYIOIINUM 00pa3oM:

— 6osie3ub Humanna—IlIuka, cBszannas ¢ rekom SMPDI, xoTopas Bkiroyaer
B ccOs Tunel A u B;

— 0one3ub Humanna—ITuka (tunm C), xoTopas BikiarodaeT B cebs tumbl Cl
u C2. Tun D Bo3HuKkaer B pe3yibTaTe MyTalMK TOTO ke TeHa, yto u tun Cl.

bose3snb Humanna—IIuka (tun A). bosnesns Humanna—ITuka (tun A) (kimac-
cuueckas nHpanTuiIbHas popma, ocTpasi HeliponaTuueckas ¢popma) HabJro1aeTcs
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HauOoJiee yacto. 3aboeBaHue MPOSBISETCS MOCIE POXKICHUS U XapaKTEePU3yeTCs
MOPa>KEHUEM BHYTPEHHUX OPraHOB U HEPBHOW CUCTEMBI. YK€ B Bo3pacTe 3—5 Me-
CSILIEB OTMEYAIOTCSA TPYJAHOCTH KOPMJICHUS, TUTIOTPOUs, a B 5—6 MecsIIeB BbISB-
JIAETCS TeNaTOCIUIEHOMET Al

Kimnuka:

1. Buewmnuii 6u0 601vbHO20. TIEUEHb YBETUYUBACTCS paHbIIIE, YEM CETIE3EHKA.
JleTn WCTONICHBI, XapaKTEePHbI TOHKHUE KOHEYHOCTH W OOJIBIION BBICTYMAIOIITHI
#uBOT (puc. 1). KoxxHble MOKPOBBI MPHUOOPETAIOT KOPUUHEBATHIN OTTEHOK. HO-
I71a OTMEYAIOTCs] HEOOIbIINE WM HOMYJSAPHBbIE KCAHTOMBI Ha KOXKeE. Y BEIMYCHBI
auMdaTrueckue y3abel. OTMeuaeTcst TMIIOTPO(Us pa3TUYHON CTENICHH BCIEICTBUE
CHIDKEHUS alleTHTa, 3a CYET TeNaTOCIIICHOMETalud — B3yTHE U OOJIH B )KHBOTE.

Al

Puc. 1. Buemnuii Buj nanuenra ¢ 6ose3nbto Humanna—ITuka, Tun A (IyHKTHPOM MOKa3aHbI
pa3Mepsl nieueHn) (HabmroaeHue A. M. MamenbsipoBa)

Ha ¢one 6one3nn MOXKET yCyryOUThCSI TEUCHHUE PaXUTa C MOSBICHUEM PaXH-
TUYECKUX M3MEHEHHWH B KOCTSIX M CyCTaBax, 0Opa30BaHHEM KOHTPAKTYp, MOBBI-
IIICHHOW MOTIMBOCTHIO (0COOEHHO HOYBIO).

2. Kposb: cneicTBUEM TIeMaTOCIICHOMETaIud MOTYT OBITh THIOXPOMHAs
aHEMUs1, TPOMOOIIMTOIICHHUS.

B nepugepuueckoit kpoBu, yaiie B KOCTHOM MO3re, a TaKkKe B [IEYEHH, celie-
3€HKe, MOYKaX, HAAMOUYCYHNKAX, TUM(ATUIECKUX Y3JIaX U HEKOTOPBIX IPYTUX Op-
raHax OoOHapyKUBAIOTCS JOBOJIbHO KPYITHbIE 3€pHUCTHIE U BaKyOJIU3UPOBAHHbBIE
TEHUCTBIC» KIETKH (MpU MUKPOCKONUU BO BCEX OpraHax OOHApyKMBAIOTCS
KJICTKH, KOTOPbIC MpU (PUKCAIUUA CIIHUPTOM BBITIISIAT «MEHUCTHIMUY» — KICTKU
Humanna—Iluka). OHE MOTYT TOCTUTATh 3HAYUTEIHHOU BEMMUUHBI — 20-25 MKM,
B HEKOTOPBIX ciydasx — 90 mkm. «IleHucTOCTh» KJIETOK — 3TO apTeakT, BbI-
3BaHHBIN PaCTBOPEHUEM KHPOMOT0OHBIX CyOCTaHLIUM, CONEPKAIIMXCA B KIETKaX.

3. Kocmnas cucmema: peHTTEHOJIOTHYECKH B KOCTSIX OOHApPYKUBAIOTCS MPH-
3HaKW OCTEOIOPO3a U OCTEOMAIISILINH.

4. OpeaHvl Ovixauus. 9acThle peCrUpaToOpHbIe 3a00JeBaHUsI B BUJE OTHUTOB,
PHUHUTOB. XapaKTEPHO PA3BUTHE ITHEBMOHUW PA3JIMYHOIO I'€HE3a C BBIPAKEHHOU
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KapTUHOM JIbIXaTEbHON HEAOCTAaTOYHOCTU. PEHTreHOMOTHYecKu — WHPMIbTpa-
LU JIETKUX.

5. Opeanvl 3penus u cayxa. y OOJIbBHBIX CHUXKAETCS OCTPOTa 3PEHHS, 3aTEM
HACTYIAIOT CJEnoTa M TiyXxoTa. OnucaHbl TOMYTHEHHUE POTOBUIbI, KOPUYHEBOE
MpOKpalllMBaHue nepenen kancyinbl xpyctanuka. ¥ 20-30 % nerelt npu ocmotpe
TJIA3HOTO JTHA OOHAPYKMUBACTCSI CUMITTOM «BHUIITHEBOW KOCTOUKI (pHC. 2).

Puc. 2. CuMnITOM «BUIIHEBOW KOCTOUKH» y 5-MECSYHOTrO MamuenTta ¢ 6oie3npio Humanna—
[Tuka (nabmronenue H. A. Kaparyiisin)

6. [[HC: HeBpoJIOTHYECKAash CHMIITOMAaTHKAa BKJIIOYAET OCTAHOBKY OOIIETO
pa3BUTHSA, 3aT€M yTpaTy MOTOPHBIX HABBIKOB. TepsieTcsi MHTEpeC K OKpyXKarole-
My. BBIIBISIOTCS yMeHbIIeHHE OO0JIEBOM UYYBCTBUTEIBHOCTH, SIUJICTITUYCCKUE
NPUIAJIKHA, CHUKEHUE MBIIIEYHOTO TOHYCAa M YTHETEHHE CYyXOXKMIIBHBIX pediek-
COB, BILIOTb JIO UX MOJIHOTO OTCYTCTBHS.

Boaesnr Humanna—Iluka (tum B). bonesns Humanna—IIuka (tum B) —
BUCLIepalibHast opMa Oe3 BOBJIECUEHHs HEPBHOM cucTeMbl. OCHOBHBIE KIMHHYE-
CKH€ MpPOSBICHUS Pa3BUBAIOTCA MMO3Xke, yeM npu ture A. CrieHoMeraius MmosiB-
JsieTcst B Bo3pacte 2—6 JieT, MO3/1Hee MOopaXkaroTcsl MeueHb U Jjierkue (0oibHbIe
MOJIBEP>KEHBI YacThIM MH(DEKIUAM AbIXaTeIbHBIX MyTel). CuMnToMaTHKa mopa-
xenust LITHC oTcyTcTBYET, HANPOTHUB, B PSAE CIy4acB OTMEYEHBI BBICOKME WHTEI-
JeKTyallbHble CITOCOOHOCTH. [IpOoAOIKUTENEHOCTD AKU3HU HE CHUKEHA.

Juarnoctuyeckue npusHaku 6ose3nn Humanna—Iluka (tun B):

— XapaKTepHbIN BHEUTHUHN BUJ OOJIBHOTO;

— TenaToCIIICHOMET alus;

— KIEHUCTBIE» KIJIETKHU B KOCTHOM MO3r€, IEYEHHU U CEJIE3EHKE;

— HaKOIJIEHWE C(HUHTOMUETMHA B PETUKYJIOIHAOTEIHAIbHBIX  KIIETKaxX
U KJIeTKaX JPyTUX OPraHoB;

— neuuut chuHroMuenrHa3bl B JerkouuTax u Gpuodpobdiactax KOxH,

— «BUIIHEBAs KOCTOYKA» Ha TJIA3HOM JIHE.

B mpenaranbHOW AMAarHOCTHKE OMPEIENAETCS YPOBEHb C(HUHIOMHUEIHMHA3BI
B KyJIbTYpe aMHUOTHYECKUX PrOpoO1acToB.
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HuddepenuupoBars 1uarHo3 He0OXOAUMO:

— ¢ GM2-ranrimmno3ugo3zomMm, tu |;

— GM1-raarnmo3umgo3om, THII I;

— 06one3nbio Bonmana;

— bI;

— IUPPO30M TICUCHH;

— 6oune3nbto Jlettepepa—Cuse;

— 6one3npio Humanna—IlTuka (tun C).

boae3nb Humanna-Iluka (tun C). bonesns Humanna—ITuka (tun C) sB-
JSIETCS PEAKUM HACJICICTBEHHBIM HEUPOBHUCIIEPATBHBIM 3a00JeBaHUEeM. DTO 00-
JIC3Hb HAKOIUICHUS JMMHUAOB, KOTOpPas XapaKTEePU3YeTCs MPOTPEeCCUPYIONTUMH,
WHBAJIMU3UPYIOIIMMU HEBPOJIOTMYECKUMU PACCTPOMCTBAMH y OOJBIIMHCTBA Ta-
IIMEHTOB U MPEKIEBPEMEHHON CMEPTHIO.

Bbonesns Humanna—IlIuka (tun C) pa3BuBaeTCs B pe3ysbTaTe MyTalluil B Ka-
koM-100 u3 1Byx reHoB: NPC1 nokyc 18911-912 (95 %) niau NPC2 nokyc 14024
(4 %). MyTauuu NpuBOIAT K HAPYIICHHUIO NIEPEepabOTKHA M YTUIIM3AINN 3aXBaAYCH-
HOTO IyTeM dHAo1HuTo3a XC ¢ MOCIAEAYIONUM BHYTPUKIETOYHBIM HAKOIUICHHUEM
HeactepuduiupoBanHoro XC B opraHax u TKaHSX, a TaKKe HaApYyHICHUI0O 0OMEeHa
TJIMKOC(UHTOJTUTIUIOB.

Knnanueckne mposBiaeHUs 00JIC3HU XapaKTEPU3YIOTCS COUYECTAaHUEM CHCTEM-
HBIX M HEBPOJOTHYECCKUX IMPU3HAKOB, KOTOPHIC BO3HHUKAIOT B JIIOOOM BO3pacTe
U TIPOTPECCUPYIOT PAa3IMYHBIMU TeMIaMu. B pe3ynpTaTe TeTeporeHHOCTH KITWHU-
YECKUX TMPOSIBJICHUN JIUArHOCTHKA JAaHHOTO THUMa 3a00JIeBaHUS 3aTpyJaHEHA:
OOBIYHO KIIMHUYECKAs KapTHHA BBIPAKACTCS OJHUM WJIM HECKOJIBKUMHU HEBPOJIOTH-
YEeCKUMHU CUMIITOMAMU B JETCKOM BO3pAacTe, y MallMeHTOB C OUYEHb PAaHHUM Hauda-
JIOM — W30JMPOBAaHHBIMU BUCIEPATLHBIMH TPOSIBICHUSIMU, KPOME TOTO, TIEPBBIC
MPU3HAKKA MOTYT Pa3BUBATHCS B MOAPOCTKOBOM WIIH JIAKE B3POCIIOM BO3pacTe.

BreinensroT cinenyromnme KInHuIeckre GopMbl 00JIe3HU:

— HeonamanvHas (10 3 MECSIIEB): MBIIICYHAs TUTIOTOHHMS, 3aTSHKHAS JKEIITyXa
HOBOPOKICHHBIX, X0JIECTa3, NeNaTOCIIICHOMET A,

— panHas miaaoenyeckas (OT 3 MecAleB 0 2 JIeT): MO3KEUKOBBIE pacCTpOii-
CTBa, 3aJIEpKKa TICUXOMOTOPHOTO Pa3BUTHS, T'e€NaTOCIUICHOMETANINS, MBIIICYHAS
TUTIOTOHUS;

— no30uss maadenueckasi (2—6 NeT): BEPTHKAIbHBIA HAIbSICPHBIA Mapaind
B30pa, MBIIICYHAS] TUIOTOHUS, TUCTOHUS, CYAOpPOTH, yTpaTa paHee MPUOOpETeH-
HBIX TICHXOMOTOPHBIX HAaBBIKOB, CHIDKCHHEC KOHTUTHBHBIX (YHKIHUH, MO3KEUKO-
BBIC PacCTpOMCTBa (aTakcus, qu3apTpus, aucdarus), renaTocIieHOMETaus;

— noopocmrosas (6—15 net): BepTUKAJIbHBIN HAIBAACPHBIN Mapainy B30pa,
JUCTOHMSI, Cy/IOPOTH, CHUKEHUE KOHTUTUBHBIX (YHKIIMA, KaTarjieKCHs, yTpara
paHee TPHOOPETCHHBIX MCUXOMOTOPHBIX HABBIKOB, MO3KEYKOBBIC PAacCTPOMCTBA
(arakcus, qu3apTpusi, qucharus), TemaToCIICHOMETaHS;

— wHoweckas/s3pocnas (ctapiie 15 ner): TuCToHMsI, Cy0POTH, TeMaTOCIIe-
HOMETaJINsA, TICUXHUYECKHE PacCTporcTBa (TICUX03, ACTpeccHsi, HapyIIeHUs TOBE-
JIEHUs, CHIDKCHHE KOTHUTHUBHBIX (DYHKIIMIA), BEPTUKAIBHBIN HAIbAACPHBIN Mmapa-

15



JUY B30pa, KaTarieKcHsi, yTpata paHee NpuoOpPETEHHBIX MCUXOMOTOPHBIX HaBBI-
KOB, MO3KE€UKOBBIE pacCTPOICTBA (aTakcus, AU3apTpus, nucharus).

JlnarHoCTUYECKUE NPU3HAKU:

— XapaKTepHbIE BUCLIEPAIbHBIC MTPOSIBICHUS (T€MaTOCIUICHOMETANHS);

— HEBPOJIOTUYECKHE CUMITOMBI (BEpTUKAIbHBIA HaAbsIIEPHBIN Mapaind B30-
pa, KaTarieKCcusi, MO3KEUKOBbIC HAPYIIICHU);

— TIOJIOKUTENIbHBIN (DYITMIITMHOBBINA TECT (HAKOTUICHWE HEATUPH(PHUITUPOBAH-
Horo XC B uOpoOaacTax Koxu);

— BBIsSIBIICHHE MyTaIuii B omHoM 13 AByX reHoB (NPC1 nimu NPC2);

Jly1st mpeHaTanbHOM TMAarHOCTUKY MPOBOAT (DYITHITITMHOBBIN TECT B KYJIBTYpe
aMHHOTHYEeCKUX (PuOpo0IacTOB y CUOCOB UM T€HETUYECKUN aHAIN3. AJTOpUTM
nuarHoctuku 6one3nn Humanna—IIuka npencraBieH B MPUIOKEHUH.

HuddepennnanbHplii 11arHo3 HEOOX0UMO MPOBOIUTD:

— ¢ GM2-raurimuno3ugo3omM, tu |;

— GM1-raarnmo3ugo3om, Tvil l;

— OoJsie3Hb10 BoimaHa;

— bI;

— 0one3upro Humanna—IIuka, Tunet A u B;

— IPYTUMH JIM30COMHBIMU OOJIC3HSIMU HAKOTIJICHUS.

Jleuenue. TpaHcmiaHTalMsi KOCTHOTO MO3Ta M MEYEHW Yy MAlMEHTOB C 00-
ne3ubto Humanna—Iluka (tun B) okazanace Hea(dekTHBHON. 3amecTuTenbHas
(dbepMeHTOTEpaIns TaK)K€ HAXOJIUTCA Ha CTaJuM pa3padoTku. OTMeuaeTcs He3Ha-
YUTENbHBIA 3P(EKT OT CUMOTOMATHYECKOW Tepanuu. CUMITOMATHYECKOE Jieue-
HHUE MOXET YaCTUYHO YMEHBIIUTh HEBPOJOTHMYECKUE MPOSBICHUS U YIYUIIUTh
KQueCTBO U3HU IMAalMEHTOB. Pacmiupsercss KIMHUYECKHI OMNBIT MPUMEHEHHS
muritycrtata (3aBecka, Akrennon dapmackrotukans Jita, [1IBelinapus), KoTopbIit
B HACTOSIIIEE BpEeMsl SBJISICTCSI SAMHCTBEHHBIM 3apETUCTPUPOBAHHBIM crieruduye-
CKUM TIperapaToM JIJIsl maToreHeTuyeckon tepanuu 6one3nn Humanna—Iluka (tun
C) y neTeit U B3pOCIIbIX.

IIporno3. He6naronpustaeiid npu 6one3nn Humanua—IIuka (tun A): odeHb
penKo AeTH JOKUBaIOT A0 3-neTHero Bo3pacta. Heckonbko Oosee GiaronpusTHbIN
nporHo3 npu tune B, koTopslil nporekaeT 6e3 nopaxxkenust HHC. bes cneunduue-
CKOM Tepanuu nporHo3 npu tune C HeOmaronpusTHeIi. Bece manueHTsl yMUpaoT
MPEXKJIEBPEMEHHO, XOTs CTENEHb IMPOTPECCUPOBaHUS 3a00JIEBaHUS W CPEIHSS
MPOJOJKUTEIBHOCTD KU3HU 3HAUUTENIbHO pa3InyaroTcsa. BONbIIMHCTBO MalMeH-
TOB ymupaetr B Bo3pacte Mexay 10 u 25 romamu. Kak mpaBuio, y manueHTOB
C paHHUM HayajoM HEBPOJOTMYECKHX MPOSBIECHUHN 3a00J€BaHUE MPOrPECCUPYET
ObICTpEee U CMEPTh HACTYMAET PaHBIIIC.
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BOJIE3HbD I'OILIE

bonesnv I'owe (MKB-10 E.75.2), uiu rai0KO3WILEPAMUIHBINA JTUITHI03, —
reHeTrudeckoe 3aboseBaHue, 00yCIOBIEHHOE Ne(HEKTOM JTM30COMHOTO (epMeHTa
B-D-raroxo3unassl. BriepBeie qanHoe 3a6oseBanue onucain @. Y. T'ome B 1882 1.

OnuaeMuoJ0rus. Yactora BCTpedaeMOCTH B OOIIEH MOMYJISIAA COCTABIISICT
1:40 00070 000. Cpenu eBpeeB-amikiHa3u oHa camasi Beicokast — 1 : 450.

Tun HacIenoBaHUS — ayTOCOMHO-PEIICCCUBHBIM.

ITHOJIOTHSA, TIaTOreHe3. ['eH PB-rimrokorepedpo3naasel KapTHPOBAH HA XPO-
mocome 1g21. Onucano oxosio 300 pa3nMuHBIX MyTalUl, TPUBOASIIUX K AEPEKTY
dbepMeHTa (CHIKEHUIO €T0 CTa0MIBHOCTH WM aKTUBHOCTH). Depment B-D-rro-
KO3H/1a3a HAXOJUTCS BHYTPH JIM30COM U OTBEYAET 3a PACILIEIJICHUE CII0KHOTO
aunuaa — DIIoKolepedpo3ua — Ha MIIOKOo3y W uepamua. HemocraTtounas ak-
TUBHOCTb JIM30COMHOU [-D-Tioko3uja3bl NPUBOJUT K HAKOIUIEHUIO TIIOKOILIE-
pebpo3una B makpodarax. «HarpyxeHHble» JHUMHUIaMHU KJIETKH, Ha3bIBaeMbIe
kietkamu ['omie (puc. 3), SABIAIOTCS MATOJOTHMYECKUM cyOcTpaTtom Oose3nu. MH-
bunbTpanys kieTkamu ['orie pa3iIuyHbIX OPraHOB U TKAHEH, B KOTOPBIX MPUCYT-
CTBYIOT Makpodaru, 00bsICHIET MyJIbTUCUCTEMHBIN XapakTep 00JIe3HU.

Puc. 3. Knerka I'omie — «HarpyxeHHbII» TUNUIAMHA Makpogar

Kuaunuka. B 3aBHCHMOCTH OT KJIMHUYECKOT'O TSUSCHUS BRIACIIIOT 3 Thna bl

| mun bI' — neneiipononatuueckuii (6onee 90 % Bcex ciayuyaeB 00JIE3HN);
MaHHU(ecTaus BO3MOXHa B T0OOM Bo3pacte. TeueHrne — XpoHUYecKoe, Iporpec-
CUpYIOLIEE.

Kinandeckne nposiBIeHUs: CO CTOPOHBI OPTraHOB U CUCTEM:

1. Cucmema kposemeopenus: CIIIECHOMET s, MHOKECTBEHHBIE SKXUMO3bl Ha
KOX€, FeEMOpPparu4ecKast Cblllb, HOCOBBbIE KPOBOTEUEHHMSI, KDOBOTOUHBOCTb JIECEH.

2. ['enamobunuapuas cucmema: renaToOMerainus, peIko — IHUPPO3 MEYCHH.

3. Kocmnas cucmema: 3a7epkkKa pocTa, MaToJIOTHYeCKue NepesioMbl, KOCT-
Hble 00J11 (KOCTHBIE KPU3bl), HAPYILIEHHE MOABUKHOCTH B CYCTaBaX.

4. OpeaHvl OvbixaHus. 9acThle peCIUPATOPHBbIE UH(EKIIUH, PEJIKO — JICTOYHAs
TUTIEPTEH3US.

5. Penpooyxmusnas cucmema: 3aepkka moJIOBOro pa3BUTHS.

6. HepsHnasa cucmema: yroMiasieMOCTh, C1a00CTb.
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Il mun BI' — vHbanbTUBHBIN WM OCTPHIA HEMpOHONATUYECKU; MaHU]e-
cTanusi — B MepBbIe 6 MecsleB xu3Hu (puc. 4). TedeHue — OBICTPO IMPOrpeccH-

pyrolee.

T
-

Puc. 4. JleBouka, 11 mecsiies, 6one3ns ['ome, tum |l (Hadbarogenue O. C. I'ynnoOuHOi)

Knunnueckue nposiBieHUs CO CTOPOHBI OPTaHOB U CHCTEM:

1. [JHC: nucdarus, mapuHrocmnasMm, TpusM, r1a30/ABUTaTEIIbHbIC HAPYIICHHUS,
MIPOTrPeCcCUpyIoIias CIaCTHYHOCTh C PETPaKIUel mieH, TuneppedaeKcus, MOI0KH-
TEJIBHBIM CUMIITOM baOWHCKOTO W JIpyrue MaTOJOTHYECKHE CHMITTOMBI, MBIIICY-
Hasl TUIIOTOHUSA, 33JIep’KKa M PEerpecc ICUXOMOTOPHOTO Pa3BUTHS C TIOTEpEH paHee
MPUOOPETECHHBIX HABBIKOB, TOHWKO-KIIOHUYECKHUE NPHUCTYIBI, PE3UCTCHTHBIE
K IPOTHBOCYIOPOKHOU TEepaIuu.

2. OpeaHvl OvbixaHus: alTHOD, ACTTUPANMOHHAS TTHEBMOHHSI.

3. Cucmema kposemeopeHus: 3a CYET pa3pylLICHUs] TPOMOOLUTOB U JIPYTHX
(GbOpMEHHBIX AJIEMEHTOB KPOBH, a TakKyKe HAKOTUICHMs KJeToK ['oire pa3BuBaercs
CIIJICHOMETaJIHSl.

4, I'enamobunuapuas cucmema: remaToMeraius.

Il mun BI' — nonocTphiil HeMpoHOTATHUECKUI; MaHU(DeCTalUs PEerucTpu-
pyeTcst B paHHEM JeTCTBE (puc. 5, 6) Wik Ha BTOPOM JAecsaTuietun xu3nu (1 me-
csir — 15 set). TeyeHne — MeIUICHHO TIPOTPECCUPYIO

Puc. 5. Manbuuk, 3 roga, 6oae3us 'omre, Puc. 6. [leBouka, 7 net, 6one3ns ["omre,
tun |l (Habmoaenue O. C. I'yH100nHO) tun |l (Habmoaerue O. C. I'yHm00uHOM)
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KnuHunueckue nposiBaeHus:

1. [JHC: nape3 ria30ABUTaTeIbHbIX MBIIIIL, MUOKJIOHUH, F€HEPAIU30BaHHbIC
TOHUKO-KJIOHMYECKHE CYJ0POTH; IO MEpe MPOrpecCUpoBaHms 00JIe3HU — JIEMEH-
[Us1, ATAKCUS, CIACTUYHOCTb.

2. Cucmema kposemeopeHus. 3a CUeT HAKOIICHUs KIIeTOK [ o1ie u pa3pyiie-
HUSI TPOMOOIIMTOB U APYTUX (POPMEHHBIX JIEMEHTOB KPOBH Pa3BUBAETCS CILJICHO-
MeraJusl.

3. I'enamobunuapuas cucmema: renaTOMETraus.

JMuarnocruka. Crnenuduyeckass nuarHoctuka bI' mogpazymeBaeT usmepe-
HUE aKTUBHOCTH [-D-Tmioko3unassl B JIEHKOIUTaX U XUTOTPHA3UAa3bl B CHIBOPOT-
K€ KPOBH, a TAaK)K€ MOJIEKYJIIPHO-TEHETUYECKHUI aHAIIN3.

JIlmarHocTuka:

1. Krunuueckuii ananus Kposu. TPOMOOIMTOICHUS, JIEUKOTCHHS, TaHI[UTO-
NEHUs,, HOPMOLMTapHAasl aHEeMUsl; Ha (POHE KOCTHBIX KPHU30B — JIEHKOLIUTO3, YBe-
mnaenne COD.

2. Buoxumuyeckuil ananuz kposu: cHmxkeHue ypoBHs XC, jxenesa; MOBBIIIIE-
HUE YPOBHsI (peppUTHHA.

3. [lynkmam kocmHoeo mo3ea: UHQUIbTpaus Kietkamu [ ome.

4. YV3U opeanos Oprowmnou nonocmu: renarociuieHoMeranus, auddysHas
MEJIKO0YaroBasi HEOAHOPOIHOCTh, THIEPIXOr€HHOCTh MAPEHXUMBbI IIE€YEHU U CeTle-
3€HKH, OYaru UIeMuu U puOpo3a Kak ¢ MOBBILIEHHOM, TaK U C TOHUKEHHOW WH-
TEHCHUBHOCTBIO CUTHAJIA, IOPTaIbHAS TUIIEPTEH3HSL.

5. Penmeenocpammvl Kocmeu: UCTOHYCHUE HAJTKOCTHULBI, AehopMalus Tu-
CTaJIbHBbIX MeTadu30B Oeapa B KOJIObI DplieHMeepa, MepeIoMBbI.

6. Macnumno-pe3onancnas momoepagus kocmeil ckeiema: UHPUIBTpaLUs
KOCTHOT'O MO3ra, OCTEOHEKPO3.

1. Jlencumomempusi: CACTEMHasl OCTEONIEHUSI, OCTEOIOPO3.

8. Dnexmposnyegpanocpamma: y OONBHBIX C HEHPOHONATUYECKUMHU THUIIAMU
bI' n3menenus HecrniennUUHBL M Yallle MPOSIBISIOTCS A€30pTraHM30BAHHBIM MAaT-
TEPHOM DJIEKTPO3HIEPATOrpaMMbl CHa, JUCHYHKIUEH KOPKOBO-TIOJAKOPKOBBIX
B3aUMOJICUCTBUM, AUCHYHKIUEH M Pa3IpakKeHHEM CPEAMHHBIX U TOJKOPKOBBIX
CTPYKTYp, (OPMUPOBAHUEM BCIIBIIIEK MOIUMOPQPHON >nmienTU(GOPMHON aKTUB-
HOCTH U NMAPOKCHU3MaMH OCTPBIX MO (a3HbIX MOTEHIIUATIOB.

Nuddepenumnanbubiii 1uardo3. bI' B 3aBucuMocTy OT TUNa HEOOXOJIUMO
pa3lensTh CO CIEIYIOLIMMU 3a00JIeBaHUSMU:

—tun | — pa3zHooOpa3Hble HK30T€HHbIE U HACJIEICTBEHHbIE O0JIE€3HU, COpPO-
BOXK/IAIOIIMECS] BUCLIEpOMETANIUEN, OCTPHIMU OOJISIMH B KOCTSX, KPOBOTOUHMBOCTBIO
(BUpYCHBIH TEMAaTUT, OCTEOMHUEIHUT, KOCTHBINH TyOepKyse3, reMopuiInu, cHUHIO-
JUTIAI036]);

—tunsl || u Il — Bce nnbanTHIBLHBIE POPMBI CPUHTOMUMINIO30B C TENaTO-
cruieHoMeranueit (6one3sns Humanna—Iluka, tuner A, C), GM1-raarnmo3uos,
rajlakTocuanuo3, 6one3nb Bombmana, 6one3nr @apOepa (arunuyuHbie (GOpPMBI),
BPO’KJIEHHAs1 OKYJIOMOTOpPHAs allpaKCHs.
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Jleuenue. EnuncTBennsiil 3¢ dextuBHbin MeToa Jeuenus bI' | u Il Tumos —
(epMeHTO3aMeCcTUTENbHAsL Tepanus aHanoroM P-D-rmroko3unazsl — UMUTIIOLE-
pazoil (Llepe3un). Ilpenapar KynupyeT OCHOBHbIE KJIMHUYECKHE CHUMIITOMBI 0O-
JI€3HU, YJIy4IIAeT KaueCTBO JKU3HU OOJBHBIX U HE OKA3bIBAET BBIPAKEHHBIX I10-
004YHBIX 2P (DHEKTOB.

Metonasl addextuaoi Tepanuu ans bl 1l Tuna ve pa3spaboTaHsi.

IIporno3. Ilpornos npu BI' | u |1l THIOB 3aBUCUT OT BBIPa’KEHHOCTH KIIMHH-
YECKHUX NposBIeHUM. HazHaueHne martoreHeTnu4ecKon Tepanuu Ha paHHUX CTaJH-
AX 3a00J€BaHUs OINpEAENSIeT OJIArONpUATHBIA MPOTHO3 U YIIYYIIAET KayecTBO
xu3HM Aeteit ¢ bI', mpenorepamas ux naBanuauzanuio. [lpu BI' |l Tuna nporuos
KpaiiHe HeOIaronpusTHBINA (JIeTaTbHBINA UCXOM HA 1—2-M TOJy KHU3HH).

CAMOKOHTPOJIb YCBOEHUS TEMbI

1. XapakrepHbiMu npusHakamu 0os1e3iu Humanna—-Iluka saBasiiorces:
a) KapJIMOMeraJius;

0) rermaroMeranus;

B) CIUICHOMeTaJIHsI,

') YBEITUYECHHUE MOYEK;

1) 4acThle OPOHXOJIETOUHbIC 3a00JIEBAHUSI.

2. XapakrepubiMu npusnakamu bI' siBasitorest:
a) KapIMoOMeraJius;

0) rermaroMeranus;

B) CIUICHOMETaJIusI,

T') YBEJIMYCHHE MMOYECK.

3. Iunarno3 BI' moarBepskaaercsi onpeaejeHueM aKTUBHOCTH ¢epMeHTa
IJIIOKOLEepeOpo3uaa3bl:

a) B JICHKOLIUTAX;

0) spUTpoOLUTAX;

B) (hubpobIacTax KOXH,

I') FenaTouuTax;

1) TPOMOOLUTAX.

4. OcHOBHbIE HeoOpaTUMbIe 0cJI0kHeHus pu bI':
a) JIETOYHasi TUIIEPTEH3HS;

0) pubpo3 neueHwu;

B) huOpO3 cele3eHKH;

r) prdpo3 KOCTHOTO MO3ra;

1) aBaCKYJISIPHBIA HEKPO3.
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5. Yacrora BcTpeyaemoctu cumnTomMa BI' B MOMEHT MOCTAHOBKM amMa-
rHo3a (M0 CTeNneH! BHIPAKEHHOCTH):

a) CILICHOMET I,

0) rermaroMeranus;

B) TPOMOOIIMTOTICHUS;

r') aHEeMHUS;

1) 3aJiepaKKa pocTa.

6. BI' Haciexyercs mo Tumy:

a) ayTOCOMHO-PEIECCUBHOMY;

0) X-ClIEMIEHHOMY PELIECCUBHOMY;
B) ayTOCOMHO-/IOMUHAHTHOMY.

7. Inarno3 Oouae3nn Humanna—IIuka moarBepikaaercs omnpeaejeHHeM
AKTHUBHOCTHU (pepMeHTa C(PMHIOMHUETMHA3DI:

a) B JICMKOIIUTAX;

0) spUTpOIUTAX;

B) ¢pubpobrIacTax KOxu;

') TENaTOLNTAaX;

1) TPOMOOIIUTAX.

OrBerbl: 1 —0,B,1;,2—0,8;,3—a,B;4—a,0,B,1,10,5—a,0,B,T, I
6—a;7—a,B.
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Ipunoocenue

Anaroput™m quarHoctuku 0ose3nn Humanna—Iluka, Tun C

Hupexc Cumnromsl
BEPOSITHOCTH
BHCLEPaJIbHbIE HEBPOJIOTMYeCcKHe NCUXHATPHYECKHe
3a00JIeBaHHSA
OueHb BBICOKHH Beprukanbsblit
40 0aJ10B/IIYHKT HaJbsACPHBIN I:I
napangud B3opa
I'enactuyeckas I:I
KaTaIJIeKCHsI
Bricokwuit 3aTspKHAS KeNnTyxa CHmxenne
20 0aJI0B/TIYHKT | HOBOPOXICHHBIX KOHTUTUBHBIX I:I
N3onuposannas (GyHKIUR uan
HEOObACHNMAs I:I PaHHsA IEeMEHLUS
CIUIEHOMeTaIus (B aHaMHe-
3€ + B HaCTOsIee BpeMs)
¢ niu 0e3 rernaroMeranuu
Cpennuit ATtaxkcusd, CHUMIITOMBI IICUX03a
10 6a110B/ITyHKT HEYKITI0)KECTh I:I I:I
WM YacThble MaJieHUs
Huzaptpust I:I
u/vnm qucharus
Jlncronust I:I
Huszkuit [IpuobpereHHas PesucrenTHOCTH
5 6a10B/TTyHKT U IIpOrpeccupyronias K Tepamnuu I:I
MBIILIEYHAS CIACTUYHOCTh | ICUXUATPUUYECKUX
I:I CHMIITOMOB
Hpyrue ncuxuarpu-
YECKUE CHMITTOMBI I:I
HononuurensHo | Boasiaka I:I I'inoronust I:I JdecTpyKTHBHOE WK
1 6ann/myHKT mwioza 3anepxka arpeccuBHOE IOBEICHHE B
Cuocel I:I MOTOPHOTO I:I JIETCKOM U MOJAPOCTKOBOM
C BOJSHKOI mioaa pa3BUTHUSA BO3pacTe I:I
Cynoporu I:I
(mapranpHbIC
WIH FeHepaJII/ISOBaHHI)Ie%
MuokioHyc
Basibl
110 KaTeropusiM | | | |

KomOnnanus kateropui
40 6an10B/BUCL. U TICUX.

40 6as10B/ BHCIL. U HEPB.
20 6an10B/ HEPB. U TICHX.
CemeliHblii pUCK:

40 6amnoB — 1-if cteneHu
10 6ammoB — 2-i creneHu

BAJUIBI: < 40 — HU3Kas BEpOSITHOCTD;

N— I
g —
BuclepanbHbIe i ICHXHaTpudeckne ||
— _J - _/
Yy Yy
BucnepaneHeie Hesponoruueckue

[ ]

1 HCBPOJIOTUYCCKUC

U ICUXUATPUYICCKUC

[ ]

1-i1 crenenu: poaurenu um cu6desl ¢ HIT-C

2-1i cTeneHu: ABOOpoIHbIe OpaThs/cectprl ¢ HII-C

[ 1
[

IporHocTHyecKuii 6at |

40-69 — HeoOXxoauMMoO naybHeWIIee oOcienoBanue, cBsbkutech ¢ HIT-C-mieHTpom
JUTSE 00CYXKIeHUS,

> 70 — HeoOxonuMo HarpaBuTh narueHTa B HII-C-tieHTp Ay HEMEIJIEHHOTO Te-
ctupoBanus Ha HII-C.
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