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Cka3ku AHaepceHa

KOMAHOA «KPECTOHOCLbI»
BbIMOJIHUNA: XXYPABJIEBA H.A.



YcnoBsue 3agayn

bonesHb AHgepceHa, nnu rnukoreHod IV Tuna — HapylleHue
yrneeBogHoro obOmeHa, Bbi3BaHHOe JgedekToM depMeHTa
amuno-1,4:1,6-rnoko3untpaHcdepasbl, UnNun branching enzyme,
KOTOpbIN OBOecrneynMBaeT CUHTE3 [NIMKOreHa pa3BETBIEHHOW
CTPYKTYpbl. CMoOenupymte rnpouecc HOpMamnbHOro Wu
HapylleHHOro CMHTe3a Ha OCHOBe anroputMma pocTa
bpoyHOBCKMX aepeBbeB. OOOCHYyUTE Ba)XHOCTb CUHTE3a
Pa3BETBMIEHHOWU CTPYKTYPbI.




Llenu

. N3y4yeHMe mexaHu3ma rnukoreHosa IV tuna

II.  MN3y4yeHne CTPYKTYpPbl MONEKYrbl MUKOreHa B HOpMe U1 Npu
naTonorum

1. OBbocHOBaHME BaXXHOCTM CUHTE3a Pa3BETBIIEHHOW CTPYKTYpPbI
rMMKOreHa

V. M3y4yeHne anropMtma NocTpoeHust OpoyHOBCKOro AepeBa,
aHanmM3 NPUMEHUMOCTU A1 MOAENNPOBAHUSA CTPYKTYPbI
rMUKoreHa

V. MopenupoBaHue CTPYKTYpPbl MMUKOreHa
VI.  AHanums npakTtn4eckoro NnpuMeHeHnsa gaHHoOU moaenmu




|. bone3Hb AHAepceHa

(FJ'II/IKOFeHO3 IV TMna, ammnonekTnHo3, andodoy3HbIN IMNKOreHos ¢
LMPPO30M NEYEHN)

AsnsieTcs odeHb peakmm 3aboneBaHnem (1:600.000, 1:800.000),
c A-P Tnnom HacnenoBaHud, Bbi3BaHHLIM AeEKTOM (PpepMeHTa
amuno-1,4:1,6-rnoko3untpaHcdepasbl.

ITOT PEPMEHT KaTanmnanpyeT npespallieHne 1,4-cBs3en B
MOJIeKyne rnukoreHa B 1,6-cBs13u, TO €CTb 00ycnaBnnBaeT
BETBMEHNE MOJIEKYSbl Nonmcaxapuaa.

IOwnarHoctuka: OCHOBHbIM METOOAMMU noarBepXgeHnd amnarHo3a
rnmukoreHo3a |V Tuna aBnstoTCA MOJ1EKYITAPHO-TreHETU4YEeCKNE.




|. bBone3Hb AHOepceHa

(rnukoreHos IV TMna, amnnonekT1Ho3,
AN DVY3HbIA TMUNKOreHC ADDO30OM MNeYvyeHv

bonesHb BbI3BaHa gedektom 3p 12.
OTN aedeKkTbl NPUBOAAT K
n3meHeHunto nocnegosateribHocTn AK
B MOJiekyne pepmMeHTa.
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3ameHeHne Tup—Cep (nosmumna 329
B J0epMEHTE)




KnnHnyeckue nposaBreHUA:

*The fatal perinatal neuromuscular type (patansHbI NnepuHaTarnbHbIN
HENPOMYCKYNSPHbIN )

*The congenital muscular type (BpoXXaeHHbI MYCKYNSPHbIN)

*The progressive hepatic type (nporpeccmpytoinin ne4eHoYHbIN)

*The non-progressive hepatic type (Henporpeccupyrowmm ne4YeHOUHbIN)
*The childhood neuromuscular type (oeTcknm HeMpoOMyCKynapHbIN)

JleyeHune: B Ha3HayeHUM ameTbl nayneHTbl ¢ rmmkoreHo3om |V Tnna He
Hy>XXgarTca. EQMHCTBEHHBIM 3PMEKTUBHBLIM METOAOM JiedeHna npu
Kraccu4deckom (nedeHo4yHon) dpopme 3aborieBaHus ABNSIETCS
TPpaHCNIaHTauua neYyeHu.




1l. [ NnkoreH

nonuncaxapug, B BUae KOTOporo
yrneBoAbl 3anacarTcs B opraHmsme
XMBOTHbIX U Yyenoeeka. [ nnkoreH
XapakTepusyeTcs bonee pasBeTBNEeHHOW
CTPYKTYPOWU, YEM aMUIONEKTUH.
JInHenHble OTpe3Kn Lenun BKNYaloT
11-18 ocTtaTkoB a-D-rnrokonnpaHossl,
coeanHeEHHbIX a(1—4)-rmMnko3naHbIMK
CBSA3SIMU, B TOYKAX BETBIIEHNS OCTATKU B —
coeanHeHbl a(1—06)-rnMMko3naHbIMU
CBA3AMMU.




CWHTES rmMuKkoreHa B HopmMme
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HOPMAJIbHbIN CUHTE3

i. Mukore
H-
CWHTa3a




CUHTE3 NPU NATONOIMMNI
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OcoBeHHOCTU CTPYKTYPbI IMUKOreHa
npu 6onesHn AHgepceHa

MoneKyna [TMIMKOreHa MMeeT MaJio TOHEK BETBJIIEHUNA U
OYeHb AJIMHHbIE U PEedKUNeE boKkoBblE BETBMW.

Cop,ep>|<aH|/|e TINKOreHa B rnevYyeHn He CuJibHO YBEJINYEHO,
HO NUBMEHEHHAaA CTPYKTYpPa NPEnATCTByEeT €ro pacragy.




AMNNONEeKTUH

v nonucaxapua, oopasoBaHHbIN
Pa3BETBNEHHLIMU LIeNAMMU,
KaXXaasa BETBb COCTOUT 13 24-30
OCTAaTKOB THOKO3b,
coeAnHeHHbIX (1—4)-CBA3sAMMU,
a B TOYKaxX BETBIEHUSA OCTATKU
coeAnHeHbI (1—6)-CBA3AMMN.

AMUNONEKTUH




lll. Ba>kHOCTb CMHTE3a pa3BeTBNEHHOU
CTPYKTYpPbI MMUKOreHa

- Pa3BeTBneHHada CTpyKTypa
obecne4ynBaeT bonbLIOE
KOJTMYECTBO KOHLUEBLIX MOHOMEPOB,
4YTO cnocobcTByeT paboTe
doepMeHTOB.

- bonee pas3BeTBNeHHas CTPYKTypa
rMMKOreHa crocobCTBYET ero
rnerkomy pacnagy n yCBOEHM o
XMBOTHbLIM OpraHn3mMom




V. UTo Takoe bpoyHOBCKOE AepeBO?

— MaTteMaTU4ecKkme Moaenm
OPEeBOBUOHbIX CTPYKTYP,
CBSI3aHHbIX C (PU3NYECKNM
NMPOLIECCOM, N3BECTHbIM

Kak arperayus,

. N
orpaHu4yeHHasa andpddysnen. BpoyHoBCKoe AepeBo,

BblpalleHHOE U3 MeaHOoro

KYMNopocCa.
- ynop J




MopgenunpoBaHMe CTPYKTYpbI
MINKOreHa
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Mogenb B1u3yanbHO
n3obpaxkaet CTPYKTypy
HOpManbHO
CUHTE3NPOBAHHOIO
rMUKoreHa

[lporpamma He Oaer
BO3MOXXHOCTWU BOCMNPOU3BECTU
CUHTES3 MMUKOreHa, Tak Kak
Moaernb OpOyHOBCKOro aepesa
SIBNSIETCA OQHUM U3 BUOOB
dopakTanos
(HeperynapHoe
camonogobHoe MHOXECTBO)




L-systems «/lepeBo»

Pucynok 1. Ilpouecc redepaimy BeTBICHUA C YHCIIOM HTEPALIHI paBHLIM 5.




[ lpakTn4yeckasa peannsaumus

max, Frameskip 0, Program: BP

TRREE.PAS

integer;
procedure linetold{(x, y: integer; 1, u: reald;
begin
line{x, y, Round{x+l*cos{u)>>, Round{y-lx*sin{udd);
end;

procedure drawi(x, y : integer; 1, u: reald;
begin
if KeyPressed then exit;
if 1 > min then begin
linetold{x, vy, 1, w);
Round{x+1*cos{ud>;
y:= Round{(y — 1*sindud);
Drawd(x, y, 1¥0.72, u—pi/S);
end;

J||InitGraph{ gd. gm. ’c:N\bp\bgi’);
l|Drawd(320, 460, 120, pi/3);
ReadKey;
CloseGraph;
end.
o — B |
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CWHTES3 rmuKoreHa B npu naTtonornu

[ DOSBox0.72, Cpu Cycles:  max, Frameskip 0, Program:  BP

l:seﬂ Graph, CRT;
t
min = 10;

x

gd, gm: integer;
procedure linetold{x, y: integer; 1, u: reald;
begin
line{x, vy, Round{(x+l*cos{u>>, Round{y—l*sindudd);
end;

procedure drawi(x, y : integer; 1, u: reald;
begin

if KeyPressed then exit;

if 1 > min then bhegin

linetol<{x, vy, 1, w);

x:= Round{x+l*cos{udd;

y:= Round{y — l1*sindul));
Drawix, vy, 1*0.72, u—pi/5);
end;

N InitGraph{ gd. gm,. ’c:N\bp\bgi’>;
Prawd320, 460, 120, pi/3D;
| BEELLELTH
||ICloseGraph;
end.
H—— 21:3

N3meHaa napameTpbl L 1 min B nporpamme, Mbl MOXXeM ModenupoBaTb MeHee
PA3BETBNEHHYIO CTPYKTYPY, YEM Y HOPManbHOro rnkoreHa.




VI. AHann3 npakTn4eckoro
NPpUMeHeHna JaHHOW MoaeNu

[ NnyboKoe nsydeHne pegkmx reHeTn4eCcKnx
TSAXenblX 3aboneBaHnm

*B0o3MOXHOCTbL BU3yanu3auum cuHTe3a
MOJIEKYI C pa3BETBNEHHON CTPYKTYpPOM (B T.M.
YyenoBevyecKnx nonucaxapunaos )




BbiBOObI

1. PasBeTBneHHasi CTPyKTypa rmmkoreHa obecnevnsaeT bonbLuoe
KONMWUYECTBO KOHLEBbIX MOHOMEPOB N CNOCOOCTBYET €ro Nierkomy
pacnagy v yCBOEHUIO XMBOTHbIM OPraHM3MOM

2. HopmanbHylo CTPYKTYpY IMMKOreHa MOXHO NpeacTaBUTb Ha NpumMepe
mogenn 6poyHOBCKOro gepesa u L-system

3. HapyleHHbIV CUHTE3 rMKUKOoreHa He MOXET ObITb BOCMPOU3BELEH C
NMOMOLLbIO «BPOYHOBCKOro AepeBay, ANd 3TOro nyyilue Ncrnonb30BaTh
mMogdenb L-system
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