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B KAMHU4YecKOW MepguuunHe Ha-
cyuTbiBaeTca 0Kono 33 TbiC. HO30-
noruyeckux ¢bopm (6onesHein). Us
Hux Tosibko 400 «noBcegHEBHbIe» B
npakTuke Bpada. Ha atn 6onesHuu npu-
xoautca 6onee 95% s3abonesaemo-
ctu. OctanbHblie — B pa3HOW CTeneHn
penkue 6onesumu (PB). B HacTosiLuee
BpeMs HeT eOUHOro oOLenpuHATOro
onpepgeneHua, uto takoe PB. Yawe
Bcero 3a kputepun PB npuHumaior
nokasatenb 1 6osbHOM Ha 10-20 n 60-
Jniee TbiC. HaceneHus. B mupe — 6-8%
HaceneHua nmeet PB.

HekoTopble onpeaeneHms nonaratTcs
Ha KOJMYeCTBO N0AEN, XMBYLIUX C 3a-
6onesaHvem, Apyrvme MOryT BKJOYaTb
NHble pakTopbl, HANPUMeEP, OOCTYMNHOCTb
neyeHns 60ne3HN NN BO3MOXHOCTb 00-
NIeryeHns eé TeveHus.

B CLUA AkT 0 peakux 3aboneBaHusx
(Rare Disease Act) 6611 npuHaT B 2002 .
1 onpepenseT peakne 60ne3Hn kak «6o-
JNIE3HM UM COCTOSIHUSA, 3aTparvBaloLLme
meHee 200 Tbic. ntogen B CLUA», nnn
npumepHo 1 yenoseka mn3 1500. Takoe
onpepeneHne o4eHb GAM3KO K onpepne-
neHunto 13 3akoHa 06 opdaHHbIX npena-
patax («Orphan Drug Act») 1983 r., ¢e-
[epanbHOro 3akoHa, HanpaBIEHHOrO Ha
CTUMYNNPOBAHNE NCCNeN0BaHNSA PeaKnX
6onesHel 1 pa3paboTKy 1eKaPCTB OT HUX.

B AnoHuun penkue 60ne3Hn onpene-
naTCca Kak 60/1e3HM, 3aTparveaioLme
MeHee 50 TbiCc. naumeHToB (okoso 1
2500). OgHako European Commission
Public Health onpenensiet peakne 6ones-
HW Kak yrpoxatoLme XU3HU Uan XpoHuU-
yeckme cepbéaHble BonesHu, nverwme
HACTOJIbKO HN3KWIA YPOBEHb B MOMYNSALMN,
4YTO ONs UX N3ydeHns n 60pbbbl C HAMMK
TpebyloTcs cneumanbHble obLme yeunus.
Hunakunii ypoBeHb B nonynsaumum oOblHHO
cooTBeTCcTBYeT MeHee 4em 1 n3 2000.
BonesHu, He 9BNFI0LLMECS YTPOXAIOLLMMU
KN3HW, CEPLESHBLIMN XPOHUYECKNUMU NGO
a[leKBATHO U3NIeYMMble, UCKIIOYAKTCS N3
onpeaenexHus.

B Poccumn pegkumm npeanaraeTtcs cym-
TaTb 3a60/1eEBAHUS C «PaACMNPOCTPAHEHHO-
cTblo He 6onee 10 cnyydaes Ha 100 ThbiC.
yenosek». KonmMyecTBo pOCCUSIH C 3TUMMU
6one3HamMmn OLeHMnBaNnoCb B 4yTb MeHee
yeM 13 ThbIC. YENOBEK.

B HacTosilee BpeMsi B mporpammy
«CeMb HO30JI0MUI» BKJIIOYEHbI 7 pepn-
Kux 3abonesaHuii: remopunna, Myko-
BUCLMA03, TMNOPU3apPHbIA HAHU3M,
6one3Hb MNowe, Mmuenoneikos, pac-
CesiHHbIA CKJIEpO03, a TakXe niau,
HyXJalowmecs B UMMYHOCYNpPecco-
pax nocne TpaHcrnJjaHTauuu OpraHos.

[Mo aToi nporpamMmme GONbHBLIM C yKa-
3aHHbIMY BGONE3HAMU OCYLLECTBNSETCS
6ecnnatHoe obecrneyeHne nekapcTea-
MW M pacxogHbIMKU Matepuanamu. Ha
npaBuUTENIbCTBEHHOM YPOBHE akTUBHO
BeOyTCS NeperoBopbl O paclInMpeHun
3TOro cnmcka.

MonyndunoHHaga YacToTa MOXeT
ObITb pa3HOil B pa3HbIX pervoHax
mupa u POd:

agpeHoreHuTaneHbin cuHgpom (ArC)

—1:280 (CLLUA);

- 1: 37 220 (Weenuapwus);

—1:10 005 (TtoMmeHb);

— 1 : 2348 (ApxaHrenbck);

—1:20 199 (AkyTuna).

PasHble faHHble MMEeKTCs O YacToTe
oTaoenbHbix PB:

— cuHgpom PaHgio — Ocnepa (1 : 3500 —
1 : 100 000; B Poccum 1 : 5000);

— cuHgpom Mekkensa (1 : 70 000 - 1 :
90 000; 0,2 : 10 000; 1 : 1 000 000;
B PuHnananm 1 : 9000);

— HecoBepLUeHHbI ocTteoreHes (0,18 :
10 000; 1 : 10 000; 1 : 20 000);*

— cuHapoM lMbepa PobeHa (1 : 12 000;

ra3era

OHCNEKT BPAMA

( )

B daHum 1 : 14 000; B CLLUA 1 : 2000 —
1 : 30 000);*

— cuHpgpom KapTtareHepa 1
1: 30 000; 1 : 50 000;

— Muactenuma (Bce dopmbl) 11,7-15
100 000 (CLUA); 8,45 : 100 000 (Poccus);

— uuctuHypusa 1 : 20 000; 1 : 7000
(HoBOpOXAEHHbIE); 1 : 15 000 (CLUA),
1:4000 (Asctpanus); 1 : 2000 (Benuko-
OpuTaHus);

— ¢pykTo3ypusa 1

: 15 000;

: 18 000 (Benuko-

paspaboTaHHble aBTOPOM Ha OCHOBE COb-
CTBEHHOI o npakTn4eckKoro onbiTa pa6OTbI
B 00LLeCcOMaTUYECKOM OTAENEHUU, MO-
Kasanu onpenenéHHyo apdeKTUBHOCTb.
OTn noaxoabl NpencTaBieHbl B BUAE
Knaccudukaumin, KOTopble TaKOBbIMU Ha-
3BaHbl YCJ/IOBHO.

B npennaraemon «knaccuoukaumm» n3
pPacCMOTPEHNSA UCKITIOYEHbI:

1) HECUHAPOMHbIE MOPOKN Pa3BUTUSA
(KpaHNOCTEHO3, apTPOrp1no3, aHOPXM3M
n ap.);

2) BTOPUYHbIE CUHOPOMbI — Npu 6051e3-
HAX (cnHgpom Mopuaka npu caxapHom
nnabeTte 1 Ap.), OCNoXHeHus 6onesHeln
unn nedeHnsa (cnHagpom KywimHra v gp.);

3) CcMHOPOMbI NMcuxmnarTpuyeckme (CuH-
apom KangmHckoro — Knepambo n gp.),
Y3KUX cneunanbHOCTeNn — opTanbMOSO-
rMn, OTOPUHOIAPUHIONIOrnK, AepMaToBe-

NPAKTHKA

UNCTUHYPUSA™;

cuHapom Ctepaxa — Bebepa*;

CUHOPOM OaBapaca;

aNuaepMonm3 BynnésHhlii.

MpyaHoW BO3pacT

anbda-1-aHTnTpUncruHoBas HegocTa-
TOYHOCTb;

cvHgpoMm bnanpga — YanTta - lapnanpa™;

6onesHb bpytoHa (arammarnobynu-
HEMUS);

6onesHb bBloprepa - pioTua*;

6onesHb BunnebpaHpoa*;

cuHapom Bunesamca — Kemnbenna;

BUTaMUH D-pe3nCTEHTHbIN paxuT®;

6onesHb BonbmaHa;

BPOXAEHHbIV aNMMaepmMons;

reMoJIMTUKO-YPEMUYECKUI CUHOPOM
(cnngpom laccepa);

CUHAPOM [VpLICnpyHra;

rMCTUONHEMUS;

Penkue 6onesHu y geren:
AMarHocTM4yeckue noaxoabl

6putanus); 1 : 29 000 (FfepmaHus);

— cuHApoM XammaHa — Puya 1 : 25 000;
1:40000; 1-2 : 100 000; 1-9 : 100 000;

— 6one3Hb Agaucona 1 : 20 000 -1 :
100 000;

— capkongo3s — 0,1 : 100 000 (Utanunsq);
0,03 : 100 000 (MopTtyranus); 64 : 100 000
(Ffepmanung, Weeynsa); 22 : 100 000
(Poccus).

MHorue PB BO3HuKalOT B AeTcTBe.
Okono 30% petein ¢ PB He poxwuBaioT
0o 5 net. Y 6onbHbix PB BbicOKasi cmepT-
HOCTb.

35% manbyumkoB ¢ AIC ymupaet B ne-
pnoae HOBOPOXAEHHOCTU.

PB nmeloT psan oOLWEeKINHUYEeCKUX
0oco0OeHHocTel, OTNNYaLWMX UX oT
Apyrux bonesHeii AeTcKoro Bo3pacTa.

1. OrpomMHO€ KOJIMYEeCTBO M3 HUX
3MNOHMMHBbI. B 9TuMx cnydasx Ha3BaHue
6onesHn (cuHOopoma) He OAET HMKakoM
nHdopmaunum o €€ CyLLHOCTM U NOo3TOo-
MY HE HECET HYXHOWN Ons OMarHOCTUKU
MHpOopMaLUNn.

2. OnarHo3 nopasnawouwero yucna Pb
MOXET ObITb MOCTABNIEH TOJILKO NMPW Nnofa-
TBEPXOeHUU ero Kakow-nmbo Hepemko
CNOXHOW 1 goporocrosien sepudunym-
pyloLen npouenypor: 6uoncus TkaHu,
OMOXMMUYECKNIA aHaNn3 KPOBU, MOYMN,
VMMYHOJIOTMYECKUX, TEHETUYECKMX UC-
cnegoBaHui U T.4., 4TO B 3HAYUTENbHON
CTEMNEHWN 3aTPYAHSET AMarHOCTUKY U Oe-
NaeT e€ He Bceraa AOCTYMNHOW.

3. Hapsaay ¢ Pb, nmeowmnmn apkne
BHELWIHME Npu3dHakn, 4T1o cpasy npwui-
BNieKaeT BHMMaHNE poauTenen u Bpaya,
OONbLLOE YMCNO UX ABNSAOTCA BHYTPEH-
HUMU 6onesHamu. Takue PB vyalle Bcero
AnarHocTupytoTcs ¢ ono3gaHvem. Ha-
nnyne HeobbIYHbIX CUMITOMOB B TEYEHMEe
yXe AMarHoCTUPOBaHHOIro 3aboneBaHus
JOJKHO OblTb MOBOAOM OS5 BbISIBNIEHUSA
apyron 6onesHn, KOTOPO MOXET oka-
3arbcs PB.

4. OTcyTCTBME CTaHAAPTHbLIX OAMArHo-
CTU4eCKnx kKpmtepmes n MHOIOJIMKOCTb
KJIMHMYECKOM KapTUHbI — coyeTaHue B
PasnnYHbIX KOMOUHALMAX HEBPOJOrmye-
CKUX, UHTEeNnekTyanbHbiX, MeTabonuye-
CKNX, MMMYHOJIOTMYECKUX HapYLUEHUN,
amcmMmopdunama — nNpuBoauT K TOMY, HTO
60/IbHOM HEepeaKo «Mo Kpyry» obxoaut
pasHbIX CrneumanucToB, YTO sABASETCS
NPUYMHOW 3ano3ganon AMarHOCTUKWU
penkoi 6onesHu.

5. MHorue PB TpebyioT ans cBOero
Nle4yeHns OOpPOrocTosLLMX NlekapcTB.,
npouenyp v onepaunn. UMeHHO no atom
npuYnHe OHU MMeloT BOoNbLIOE COLM-
afbHOEe 3HavyeHune n co3pgaloT bonbLune
npobnemMbl Ana 30PaBOOXPAHEHUS, YTO
060CTPUIO BHUMAHME K 3TOW NaTosormm
B NocriegHee Bpewms.

HwnarHoctuka PB, kak npaswno, Tpya-
HOe [Oeno W Hepeako CTaBUTCS C 3amno-
3paHneM. varHocTtuyeckme noaxopbl,

Heposiornu (eECnm TObKO NATONOrg rnas,
CJlyXa UJn KOXXumn He BXOAUT B CUCTEMHbIE
CUHOPOMbI BHYTPEHHUX BONE3HEN).

EcTecTBEHHO, YTO B JAHHOM Marepuane
NPeacTaBeHbl 4aNeK0 HE BCE U3BECTHbIE
K 9TOMy BpemeHu PB.

Knaccudukauua PB no sBo3pacTty
peoloTa

BaXHO NOMHUTbL, 4TO HekoTopble PB
nebloTUPYIOT B pasfinyHble BO3pacTHbIE
nepuvoabl OeTcTBa, 4TO HaAO MMETb B
BUAY NMPW peLLEHn BONpoca O AnarHose.

HoBopoXAaéHHbIe

amnotpoopua BepgHura — fopmaHa
JeTckasa crimHanbHaa™;

amMmuHaunaypum;

6onesHb bnanpa — Yaita — NapnaxHpa*;

cuHagpom bepapanHennn — Cenina;

cuHgpom bekButa — BugemaHa;

00/1e3Hb MO4YM C 3anaxoM KJIEHOBOrO
cupona;

cnHgpom BunbcoHa — Mukutu (Hego-
HoweHHbI <1700 r);

cuHapom BuckoTtta — Ongpuya;

6one3Hb BonbmaHna;

BPOXAEHHAA AUCHYHKLUMS KOPbI HaAMo-
4YeyHnKOB (conbTepsaowas ¢opma);

BPOXAEHHbLIN rMNOTUPEODS;

BPOXAEHHbLIN HEPPOTUHECKU CUHAPOM
GUHCKOro Tmna;

ranakTo3emMus;

CHAOPOM rmnonna3nnm «neBoro cepna-
La»;

rpbika BpOXAEHHAA AnadparManbHas;

cungpom JanmoHpa — bnakdana;

onabeT HecaxapHbIi MOYeUHbI;

avapest BpoxXaEHHasa xnopuaHas;

onadparmMmanbHasg rpbibka BPOXAEHHas;

cuHapom XEHa;

VHTECTUHANbHAsA NUMQPaHIMaKTasns;

cuHpopom Kasabaxa — MeppuTa;

cuHgpom KapTtareHepa (nepBuyHas
umMnmapHas OMCKNHe3ns)*;

cunHgpom Kpurnepa — Hanapa;

cuHOpom JlaHoonbTta;

cuHapom JlexeHa (Kowaybero Kpuka);

cuHgpom Jlenna;

nobapHas ampursema;

cuHgpom Mekkens;

cuHgpom MeHkeca;

MuacTeHuns (MHdaHTUNbHaa Gopma);

cuHapom MwuHkoBekoro — Loddapa;

MpamMopHasi 6051e3Hb;

CUHAOPOM HapyLleHUd Likna MO4YeBUHblI;

OCTEeOreHe3 HeCOBEpPLUEHHbIN;

cuHapom PobeHa;

cungpom lNpagepa — Bunnu;

NPOTENHO3 aJIbBEONAPHbIN NETOYHbIN;

cuHopom PaHgio — Ocnepa — Bebepa;

6onesHb PeknnHrxayseHa*;

cKepo3 Ty6epo3HbIn®;

CMOHTaHHbI MHEBMOTOPAKC™;

cunopom Tea — Cakca,;

cuHpgpom Tpuyepa KonnuHaa;

bEHUNKETOHYPUS;

dUOPOXONAHIMOKNCTO3;

CcUHOPOM XammaHa — Puya*;

6onesHb lowe (MHPaHTUNbHAA ¢op-
ma)*;

rOMOLVCTUHYPUS;

aHemusa JarmoHga — bnakdaHa;

cuHgpom Aun Ixxopoxu;

namonaTu4ecknii NepBUYHbIA reMmocu-
Lepo3 NErkux;

KapanomMmonatms rmcTMouuToOnaHas;

cuHgpom KoctmaHa;

KONUT S13BEHHbIN Hecneunduniecknii;,

cuHgpom Jléwa — HuxaHa;

cuHgpom Jlvpaona;

cunHgpom JlopeHca — MyHa — bapge -
Buans;

cuHpgpom Jlymn-bap (atakcusa — Tene-
AHrMaKTa3nsN):

MpamMopHasi 6051e3Hb;

HEeNTpPOoNeHnsa uukanyeckas Hacnepg-
CTBEHHa4;

6one3Hb HumaHa - Muka;

MHEBMOTOPAKC CMOHTAHHbIN™;

6onesHb PeknnHrxayseHa*;

cuHgpom Ctepaxa — Bebepa;

6onesHb Tea — Cakca*;

cuHgpowm ae ToHn — lebpe — DaHKoHK;

aHemua DaHKoHKM (annacTuyeckas);

bEHUNKETOHYPUS;

beoxpomMoLnTOMa;

dpykTO3ypKs;

cuHgpom LLiBaxmaHa.

PaHHUI peTckui Bo3pacTt

axoHaponnasus;

auugemma n3osaneprnaHoBas;

cuHgpom baptTtepa;

cungpom bepHapa — Cynbe;

60/1e3Hb MO4YM C 3arnaxom KJIEHOBOro
cupona;

6onesHb bloprepa — proTua*;

neTckas cnuHalbHas amMmuoTpodusa
BepaunHra — fopmaHa™;

6onesHb BunnebpaHoa*;

cuHppom BuckoTtta — Onpgpuya;

BUTAMUH D-pe3ncTeHTHbI paxuT;

raHrnrMo3nao3bl (6onesHb Tes — Cakca,
6ones3Hb HopmaHa — Byana);

rMCTUOLMTO3 N3 KNeToK JlaHrepraHca;

rOMOLMCTUHYPUS;

6one3Hb lowe (MHPaHTUNBLHAA ¢op-
ma)*;

cuHagpom KapTtarenepa;

cuHagpowm Jleppa™;

NMM@PaHIMaKTasusa MHTeCTUHaNbHaa™;

cuHgpom Jlyn-bap*;

MuacteHus (aoeTtckasa dopma)*;

cuHapom MuHkoBckoro — LLloddapa*;

HaHN3M r’MNoMU3apHLIi;

nepuoanyeckas 6onesHb*;

6onesHb MNomne*;

cuHgpom CoToca;

chuHrommenmHos (6onesHb HumaHa —
Muka, 6one3Hb BonbmaHa)*;

cuHapowm Llepelwiesckoro — TEépHepa™.

JOLWKONbHbINA BO3pacT

CUHAPOM AnbnopTa;

reMoINTUKO-YPEMUYECKN CUHAPOM
(cnHgpom laccepa);

MuacteHus QioleHHa;

nanonaTn4eCcKnii reMoCmnaepos nerkumx;

cunHgpom Kaesacaku;



