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An experience of healthcare management for patients with
primary immunodeficiency similar to patients with orphan

diseases in Sverdlovsk region

Summary

The aim of this study was to analyze specialized healthcare for patients with orphan diseases and activity of a regional clinical immunology center in
term of patients with primary immunodeficiency.

Methods. Common problems of patients with orphan diseases were identified using a model of a regional clinical immunology and primary immun-
odeficiency center. An experience of the center has been analyzed.

Results. A register of patients with orphan diseases living at the Sverdlovsk region includes 483 patients, of them, 255 patients with primary immun-
odeficiency. This register is not full. Medication therapy is needed for 108 patients. The average cost of orphan drugs is about 204,167.1 RUB.
Conclusion. Management of patients with primary immunodeficiency encounters several difficulties, such as: this disease is not included in the list
of orphan disease; late diagnosis because of insufficient knowledge of this disease by a general practitioner; inadequate therapy leading to disability;
high drug cost; high burden of this disease due to disease progression, disability, complications, days-off work.
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Pesome

Cucrema MEIUIIMHCKON MOMOIIM MallMeHTaM ¢ peAKUMH (opdanHbiMn) 3a0oneBanusmu (O3) paboTaet okoso 2 set. Ha npumepe monenu O6-
JIACTHOTO LIEHTPA KIMHUYECKO UMMYHOJIOTMY M TIOMOLIM MALIUEHTaM C IEPBUYHBIMUA UMMYHOAE(MULIUTAMU OIPEeIeHbI 001I1e MPOOIEMBbI Ma-
meHToB ¢ O3, 000011eH OMBIT paboThl OGJIACTHOTO IIEHTPA KIMHUIECKO NUMMYHOJIOTHH.

KioueBbie cioBa: nMMmyHoneduunTel, opdaHHble 3a00JeBaHUsI, HOPMAaTUBHbIE JOKYMEHTBI, OpraHU3alus CleUUaIU3UPOBAaHHOI TTOMOILH,

JICYHCHUEC I/IMMYHOI[QCI)I/IL[I/ITOB y nereit u B3pPOCIBIX.

IMocne mpuHATUA TocTaHOBAeHUs [locTaHOBICHMS
IIpaButenanctBa P® ot 26.04.12 Ne 403 "O mopsiake
BeaeHus DenepasbHOrO pervcTpa JUI, CTPamalolInx
JKU3HEYTPOXKAIOIIMMU U XPOHUYECKUMU MPOTrpeccupy-
OIMMHU peaKuMU (opdaHHbIMI) 3a00aeBaHusIMU (O3),
MPUBOISAIIMMU K COKpPAIIEHUIO TMPOJOIKUTEIbHOCTH
KU3HM TpakKAaH WM WX WHBAJIUIHOCTH, U €TO PEeruo-
HaJIbHOTO CerMeHTa" MpoBelieHa 3HauUMTeIbHasl paboTa:
co3laHa o0IIMpHasi HOpMaTUBHO-TIpaBoBasi 6asa, (hyHK-
LIMOHUPYIOT LIEHTPBl MOHUTOPUHTA 00JbHBIX O3, manu-
€HTBI TOJIyYaloT MAaTOTeHETUUEeCKN 00O0CHOBAaHHbBIE Jie-
KapcTBeHHbIE mMpernapaTbl U nuTaHue. OmHAKO Takas
paboTta HocuT cKopee (popMaJIbHBINA XapaKTep, MOCKOIb-
Ky OTCYTCTBYET KOHLEMIUS pa3BuUTUs oTpaciau [1, 2].
Ha npumepe monenn O61acTHOTO LIeHTPpa KITMHUYECKOM
ummyHosoruu (OILIKHM) nmo oka3aHMIO TTOMOIIM TaliM-
eHTaM C TepBUYHBIMU MMMYyHoxebuuutamu (ITUI)
ompeeaeHbl 0011re mpodaeMsl namreHToB ¢ O3.

O3 — 310 yrpoxatouiye X1U3H1 1 300POBbIO 3a00J1e-
BaHMsI, BCTpeuarolimecss ¢ yactoToir < 10 ciaydyaeB Ha

100 TeIc. HaceneHwus [3], ogHAKO /TSI UX MPEAOTBpallie-
HMSI, paHHEN CMEPTHOCTH U MOBBILIEHUS KaueCTBa XKU3-
HU TaKUX OOJIBHBIX HEOOXOAMMO TTPUKJIIAABIBATh CIIEIIN-
(uueckue ycunus [4]. B crpanax EBpocorosa pegkum
cuuTaeTcs 3aboeBaHue, KOTOPOE BCTpevaeTcs He vallle,
yeM 1 ciydait Ha 2 000 HacesieHUsI, a perUCTPbI MalMeH-
toB ¢ O3 HacuuTeBaIOT > 30 MJIH YeJIOBEK, YTO COCTaB-
nstet 8 % HaceseHus EBporbl.

Hcropust uzyuenus: [1M]l kak oTnenbHOro pasaena
MMMYHOJIOTMH U MEIUIIMHBI HACYMTHIBAeT > 60 JIeT 1 Ha-
YUHAETCS C ONTUCAHUSI aMEPUKAHCKUM BOEHHBIM BpauoM
O.bpymonom B XypHane "llemmatpus” (CLLA, 1952)
cty4yasi ¢ MaJIbYKOM, KOTOPKIi B Bo3pacTte oT 4 10 8 JieT
nepeHec HEeCKOJbKO 3MU30/10B THEBMOHUU, OTUTA, CH-
HycuTa, cericuca, MeHuHruTa. [1pu ucciegoBaHum B ChI-
BOPOTKE KPOBM He OOHapyxkeHo y-dpakuuu Oenka [5].
Panee npenmnonaranock, yTo pacnpocrpaHeHHOCTb [T]]
OTrpaHMYMBAETCS HECKOJbKUMU PEIKUMU X-CLEIJIeH-
HBIMU CJTydasiMM 3a00JIeBaHUSI, CBSI3aHHBIMU C Hapyllie-
HMEM pa3BUTHUS U / WK HYHKIIMU JIEUKOLUTOB, UX Pa3-
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HOBUIHOCTEM, MPUBOASIINX K CMEPTEIbHBIM MH(PEKIIN-
sIM B IeTcTBe. B HacTosIee BpeMsl qaHHble MexkayHa-
ponHoro donna [MUJ (Jeffry Modell Fondation) cBune-
TEJbCTBYIOT O TOM, YTO TOM wiu uHOoi ¢opmoit TTHU]JI
B Mupe cTpagator 10 MIIH yesoBeK.

3a mocaeHue HECKOIbKO JIET YMCIO OMMMCAHHBIX Te-
Hetnueckux nedexron [T/ nocturio 200, a Ho30/10TH-
yeckux dopm MU — 250. YacTtora ux BCTpeyaeMoOCTHU
BapbUpyeT B 3aBUCUMOCTU OT (DOPMBI U COCTABJISIET OT
1: 500 (moxazaHo mJIsI CEJAEKTUBHOTO Ie(ULIMTAa UMMY-
HornobyauHa (Ig) A, B ctpanax Esporsl) [6] 10 1 : 3 MitH
HaceneHusd [7]. Takum o6pa3om, OOJIBIIMHCTBO HO30J10-
rudyeckux opm [T ]I BrioaHe MoaxoasT Mo onpeaesie-
Hue O3. bmaromapss usydyenuio I1MJI mMmmyHoorus
COCTOsJIaCh KaK HayKa, COBEPIIEHCTBOBAIUCH METOIbI
JMIMarHOCTUKU, TeHETUYECKOTO KOHCYIBETUPOBAHUS U Jie-
YyeHusl, BKIwoyas 3amecTuTesbHylo Tepanuio (3T) Ig,
TPaHCIIAHTAIlMI0 KOCTHOTO MO3Ta M TeMOMO3TUYECKUX
CTBOJIOBBIX KJIETOK, TeHOTeparnuto [8].

Llenplo maHHOM pabOTHI SIBUJIOCH MPOBEACHUE aHA-
JIN3a COCTOSTHUS CIeMaT3pOBaHHOM TTOMOIIM MMaly-
entaM ¢ O3 Ha ipumepe [1W] u padoter OLIKHA.

OcHOBHBIMM HamnpasieHusiMu aesitebHocT OLIKU
Ha MPOTSKeHUU 27 JIeT SIBJISIOTCS:

» BeaeHue nauueHToB ¢ [1W]] u co3znanve peruoHaab-
HOTO PEerucTpa;

* JIMaTHOCTUKA U JiedyeHre OO0JbHBIX C UMMYHOIIATOJIO-
TMYECKUMM COCTOSTHUSIMU (CMHIPOMBI HapyLIeHUI
MPOTUBOUHMEKIIMOHHON 3alIUThl, aJlJepronaroyio-
TUsl, ayTOUMMYHHBIE COCTOSTHUS, JuMdornponnde-
paTuBHbIE 3200J€BaHMS);

* KOHTPOJIb U aHAJIM3 BBITIOJTHEHMST TTporpaMMbl "'Bak-
HuHonpoduiakTuka" Ha Tepputopuu CBepaoB-
ckoit oomactu (CO);

* MMMYHOJIOTUYECKasl NUarHOCTUKa AeTei, POXAeH-
HBIX OT MaTepeii, MHGUIIMPOBAHHBIX BUPYCOM UMMY-
HoneduIIMTa Ye0BeKa;

* uccaenoBaTeNbcKas paboTa, BHEIPEHWE HOBBIX Me-
TOMIOB IMATHOCTUKU W JieYeHUs 3a00JeBaHUil, MPo-
TEKaIOIINX C BOBJIeYeHNEM UMMYHHBIX MEXaHNU3MOB.
B nHactosimee Bpems B peructp [TMJ1 CO BKiItoUeHbI

255 yvenosek (135 mereit, 80 B3pocabix). MuH3ApPaBOM

CO npuHAT AOKYMEHT, B KOTOPOM OMpeaeeH MopsaIoK

OKa3aHWsI MEAULIMHCKON MOMOIIIM IETSIM U TTOAPOCTKAM

¢ 00J1e3HSIMM, aCCOLMMPOBAHHBIMU C UMMYHOIEMUIIN-

TaMu B JaHHOM pernoHe [9]. B nokymeHTe 0603HaUYeHBI

9Tarbl OKa3aHWsI MEAUIIMHCKOM MOMOIIM, MapLIpyTU3a-

OpraHu3auus 3apaBooXpaHeHus

1IUSI TIAIIMEHTOB Ha KaXkIOM M3 3TaroB, MEIUIIMHCKUE
VUPEXKAEHUS, B KOTOPBIX OKA3bIBAETCs TTIOMOIILIb 1O TaH-
Homy npodwuio. Kpome toro, ompeneneHa B poiib
OL KM kak MeauirHCKOMN 6a3bl, B paMKax KOTOPOI Ky-
pupytoTtcs nauenTsl ¢ [TU/1, Benercst ux perucrp, oka-
3pIBACTCS CIELIMAIM3UPOBAHHAS U BBICOKOTEXHOJIOTHY-
Hasl TIOMOIIIb 11O MPOodUIIo "UMMYHOJOTUS".

MenuiHcKast TOMOIIb B3POCIIBIM MAlIUEHTaM C M-
MyHoneUIIMTaMU paHee He OblIa perjaMeHTUpOBaHA
HUKaKUMU JOKyMeHTamMu. Ha ceromHsmHuii MOMeHT
B CO co3maH JOKYMEHT, YCTaHaBJIMBAIOIIWI ITOPSIOK
OKa3aHMsSI METUIIMHCKOM MOMOIIM B3POCBIM IMallueH-
tam ¢ [TW]l, cormacHO KOTOpOMY IMpPU TIOATBEPKIACHUN
Hanuuusl npusHakoB [IW]I mamueHTHl HaIpaBiISIIOTCS
Ha KOHCYJIBTALIMIO K BpauyaM-UMMYHOJIOTaM, KypHpylo-
wuM peructp [TWJ nist Bepudukauuy nuartosa. Iloc-
e Bepudukauuu [T/l maumeHTh HAOIIOOAIOTCST WM-
MYHOJIOTOM, KOTOPBIA OCYIIECTBISIET TUHAMUYECKOe
HaOJIIOJIcHUE U JIeYeHUE OOJIbHBIX, BBIITUCKY PELEITOB
Ha IMaTOreHeTUYeCcKr OOOCHOBAHHBIE TpernapaThl, TPHU
HaJIMYMU TTIOKA3aHUI HaTmpaBJsieT OOJIbHBIX B OTAC/ICHUE
ajuteprojiornu 1 ummyHosorun 'bY3 CO "CsepmioB-
ckasi objlacTHast KiuHu4eckast oosbHuLa Ne 1", menu-
KO-COIMATbHYIO 3KCIEePTU3Y, BEIET PETUCTP OOJBHBIX
[TW/1 v oT4eTHYIO TOKYyMEHTalu0. Takke B JaHHOM J10-
KYMEHTEe YKa3bIBAlOTCSI MOKa3aHUS I KOHCYJIbTalluK
MMMYHOJIOTa U MPOBEIEeHUS UMMYHOJOTHYECKOro 00cC-
JIe[IOBaHMSI, OCHOBHBIE TTPU3HAKU, TTO3BOJISIONINE 3aI10-
no3puth [TM. Kpome Toro, ykaspIiBaeTcs MapIipyT13a-
s manueHToB st nposeaeHus 3T Ig.

OOIIMPHBIN HAayYHBII OMBIT PabOThI LIEHTPA SIBJISI-
€TCSl pe3yJIbTAaTOM MHOTOJICTHE! AesITeIbHOCTHU 1O OKa-
3aHUI0 MEIUIIMHCKOM MOMOIIM MalMeHTaM WMMYHO-
JIOTUYECKOTO TPOMWIIS: TTPOBOISTCS TUArHOCTHUECKUE
1 TepaneBTUYeCcKre MepOIpuUsiTHs, HAOJI0AeHUE Mallu-
enroB ¢ [1U]1. B ueHTpe paboTaioT CrieliuaamucThl BbIC-
et KaTeropuu, UMeroIIe yuyeHble CTeNeHU U 3BaHusI.
HckmounTenbHa CTPYKTypa IIEeHTpa, paboTaroliero Ha
2 knuHuuyeckux 6azax — F'BY3 CO "O6nactHas aeTckas
kimHr4YecKast 6oapHua Ne 1" (FBY3 CO "OAKB Ne 1)
u 'OBY3 "CsepanoBckass o0jacTHas KJIMHUYECKas
6ompaUIIA No 1" (TOBY3 CO "COKB Ne 1") (puc. 1)
1 OCYIIECTBJISIIONIETO B3aMMOIECTBE CO MHOTMMU Ha-
yuHbiMU yupesxaeHusmu CO (puc. 2), BeIyluM U3 KOTO-
pbix siBisgercss @T'BYH "MHcTUTYT MMMYyHOJIOTUM U (DU-
suosiornn” Ypanbckoro otneneHust PAH. [lesitenbHOCTD
LIEHTpa OCYIIECTBJSIETCSI HAa OTPOMHON TEPPUTOPUU

AmOGynaTopHblii oTaen:
¢ KOHCY/NbTATUBHbIE KaﬁVIHeTbI;

CraumoHapHble OTAeNEeHUS:
* OTAENEHUS Pa3AnYHOro Npoduns

Puc. 1. Crpykrypa OUKHN

+ KaBUHETbI CTALMOHap- (TEpaneBTNYECKME, XMPYPrYECKME,
" ngg 3201 " 3aMELLAIOLLYX TEXHONOTUI; ne,umanMHecme);v
* PEABUNTALIMOHHBIE CITYXObI RULCMATCIIHIESRHUIECHTD
[OuarHocTuyeckuii 6nok:
(r)%‘?(‘é‘?‘"g? " * IMMYyHOJOrMYeckas 1abopatopus;
* MOJIEKYNIPHO-TEHETHYeCKas nabopaTopus;

¢ NHCTPYMEHTa/IbHO-AUArHOCTU4ECKN i otaen

http://www.pulmonology.ru
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OLKu

N

/

®rBYH "MHCTUTYT MMMyHOMOrAN
1 duanonorun” YpO PAH

LleHTp MonekynsipHom
reHetuku 'Y MIHL,

Puc. 2. Opranusaiuu, B3auMoAeHiCTBYIOIINE
’ ¢ OLIKM

IR

ExatepuHOyprekuii UHCTUTYT
BUPYCHbIX MHOEKLMIA

Ypansckuii rocyAapCTBEHHbIN
MeOMLIMHCKII YHUBEPCUTET

Ypanbckoro (enepaibHOr0 OKpyra M IpUIETarolInX
peruonoB Poccun. B cocenmHux permonax pabora Imo
BBISIBJIEHMIO HOBBIX ciaydaeB [1M]l HemocTaTouHO 3(-
(bekTUBHA, HE TIPOBOAUTCSI MEIUKO-TEHETUYECKOE KOH-
CYJITUPOBaHME POACTBEHHUKOB mnamnueHToB ¢ I[TW]]
1 0OaHKMpOBaHME TeHeTUYECKOro MaTepuasna. Takas me-
saTeJibHOCTh ocymiecTsisiercss OLIKU, Ho TexHUYeckue
U (pMHAHCOBbIE BO3MOXHOCTH JIJIsI BBITTOJHEHUSI (YHK-
LM MEXPETMOHAILHOTO [IEHTPa HeAOCTATOYHEI.
BaxkHbIM BOIIPOCOM IpU pElIeHUM 3a1a4y OKa3aHUs
MEIMIIMHCKON TMTOMOIIN YKA3aHHOM KaTerOpuM MalyieH-

TOB SIBJIsIETCA BKJIIoueHre Hoszojoruii [TU]1 B @enepanb-
Heiii iepeyedb O3. I[lepeyens O3 yTBep:KaeH MOCTAaHOB-
nenneM IpasutenbeTBa PO o1 26.04.12 Ne 403 (tabu. 1).

I1o manHpIM Menuko-uHGpOpPMAaMOHHOTO aHATUTH-
YecKoro 1ieHTpa, B Hactosiiee Bpemsi B CO pernoHasb-
Hblii cermeHT DenepanbHoro perucrpa juil [10], ctpaga-
toimx O3, cocrapisieT 483 yesoBek (B T. U. 332 pebeHKa).
B aToM criicke 3HaYaTCs 22 HO30JIOTMU U3 24 U3 yKa3aH-
Horo nepeyHs (cM. Tabauiy). 3a 7 mec. 2013 1. yuciio na-
LIMEHTOB C JTaHHBIMM 3a00JIEBaHUSIMU YBEJIWUYMIOCH Ha
52 yenoBeKa, COCTaBUB 535 JeJloBeK.

Tabauua 1

Ilepeuens ycusneyepoxcarowux u xponuueckux npozpeccupyrougux 03, npueodsaugux K coKpaueHuo
HCU3HU 2PANCOAH UAU UX UHBAAUOHOCHU (YM6EepHCIeHO NOCMAHO8.AeHUEM

Ilpasumeascmea PD om 26.04.12 Ne 403)

Ne HaumeHoBanme 03 Kop, 3aGonesanus
no MKB-10

1 [emMonuTMKO-ypemMmyeckuit CUHAPOM D59.3

2 MNapokcuamanbHas HouHas remornoGuHypus (Mapkuadaebi-Mukenu) D59.5

3 Annactuyeckas aHeMusi HEYTOYHEHHast D61.9

4  HacnepctBenHblii aedvuut dakropos: Il (dubpuxoreHa), Vil (nabunbHoro), X (Ctioapta-Mpayapa) D68.2

5 Wavonatuyeckas TpomboumMToneHnyeckas nypnypa (CuHapom Jeaxca) D69.3

6  [edexT B cucteme KOMNAEMeHTa D84.1

7 MpexnaeBpemMeHHas NonoBas 3penocTb LIEHTPaNbHOro NPOMCXOXAEHUS E22.8

8  HapyweHus o6meHa apomaTieCcKMX aMUHOKUCIIOT (Knaccuyeckas GpeHUnKeToHypus, apyrue Bupbl runepdeHnnanaHnHemmm) E70.0, E70.1
9 TuposuHemus E70.2
10  BonesHb "kneHoBoro cupona” E71.0
11 [ipyrue BUAbI HApYLLIEHUii 0GMeHa aMUHOKMCIIOT C Pa3BETBIEHHON LieMbI0 (M30BanepuaHoBas auuaeMms, MeTunManoHoBas

aumaemus, NPoNUOHOBas aunaeMus) E71.1
12 HapyweHus 06MeHa XUPHbIX KUCNOT E71.3
13 TomoumcTuHypus E72.1
14 Tniotapukauupypms E72.3
15  Tanaktosemus E74.2
16  [Apyrue couHronunuposbl: 6onesqn dadpm (Gabpu-Augepcona), Humana-luka E75.2
Mykononucaxapupos, Tun:

17 1-i E76.0
18 2-ih E76.1
19 4-ih E76.2
20  Octpas nepemexaiowas (ne4eHoyHas) nopdpupus E80.2
21 Hapywenus oGmeHa mepy (GoneaHb BunbcoHa) E83.0
22  HesaBepLueHHblif OCTEOreHe3 Q78.0
23  Jleroynas (apTepvanbHas) runepTeH3us (nanonatuyeckas) (nepeuyHas) 127.0
24  lOHowecKuit apTPUT C CUCTEMHBIM Hayanom MO08.2

Mpumeyanme: MKB-10 - MexayHapogHas knaccudukaums 6onesHeit 10-ro nepecmotpa.
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JlexapcTBeHHast Tepanus Tpedyercst 108 maimeHTam
(64 pedenka u 44 B3pocabix). CpenHsIsi CTOMMOCTh
pelienTa Ha opdaHHbBIN JIEKAapCTBEHHBIN TperapaT co-
crasiseT 204 167,1 pyo.

OpnHako yKa3aHHbIM MepeuyeHb HE MOXET CUMTAThCs
noaHbIM. Tak, u3 rpynnsl [1W/] B nepedenb O3 BKIIIOUE-
HbI TOJILKO HO30JI0TM4YecKue PopMbl 1e(EeKTOB B CUCTE-
me KomruiemeHTa. B peructp I[1HUJ1 CO BkiatoueHbI 255
YeJI0BeK, U3 HUX C IepeKTaMi KOMIUIEMEHTa — BCEro 5.
Takast cratMcTUyeckasl CUTyallusl SIBISETCS XapakTep-
HO TSI pa3IMYHbBIX peTMOHOB Mupa. [ToaTroMy nHuna-
TUBHOI I'PYIINON Bpaueil, MaleHTOB U HayYHbIX paboT-
HUKOB, KOHCOJUIMPOBaHHBIX Poccuiickum HaydHbIM
00111€CTBOM UMMYHOJI0roB Ha O0BbeAMHEHHOM UMMYHO-
nmornueckoM dopyme B Himknem Hosropome (30.06—
05.07.13) mocne oOCyxXmeHUs MPUHSTA PE3OJIOLNS,
OJIHVM M3 TTYHKTOB KOTOPOi1 ObLIO MpeIIOKEHNE O BHE-
ceHnu B [lepedeHb KU3HEYTPOKAIOIINX U XPOHUIECKUX
nporpeccupyromux O3, NMPUBOAAIIMX K COKpaIEHUIO
MPOIOJIKUTEIbHOCTH XXKM3HM TpaXkIaH UM UX WHBAJIM-
nuzanuu, apyrux Hozosoruii MU (Tsokenblii KoMOU-
HUPOBAHHBI WMMYHOAEDUIINT, aTaKCUs-TeJeaHTH-
5KTa3usl, XPOHUYECKUN KOXHO-CIM3UCTBIA KaHAUI03,
ayTOMMMYHHBIN TUMMOTIPOIn(epaTuBHBIN CUHAPOM,
XpOHMYECKasl TpaHyJeMaTo3Has 60JIe3Hb, CUHAPOM [u-
Jxopmku, cuHapoM Buckorra—Omngpuya, araMmariio-
OynrHemusi, obulasl BapuadeabHasi UMMYHHasl HeJocTa-
TOYHOCTh, CUHAPOM THUIIEPUMMYHOINIOOyIuHeMuu E
U TUMIEpUMMYHOTJI00yinHeMun M). JlaHHBIE HO30J10-
TMU B MUPE COCTABJISIIOT CYIIECTBEHHYIO YaCTh PETUCT-
pos ITH/I.

CrieryeT OTMETUTD, UTO IS MTALIMEHTOB C pa3JInIHbI-
Mu O3 cylIiecTBYIOT 001111€e MTPOOIEMbI:

OpraHu3auys 3apaBooXpaHeHus

* TPYIHOCTHM AVUATHOCTUKU W YCTAHOBJICHUS AMArHO3a
B CWIy HE3HaHUs W HEroTOBHOCTU K WX BEAEHUIO
MPaKTUYECKUMHU BpayaMM;

* O3 HepeaKo UMEIOT TSKeJI0e TeUeHUE U COMPSKEeHbI
C OCJIOXKHEHUSIMHU, YTO MPUBOAUT K MHBAIWINU3ALUN
U yrpo3e XHU3HM;

* JIeYeHUE MaTOTeHEeTUYECKN OOOCHOBAaHHBIMU Tpera-
patamu (opdaHHbIe JeKapcTBa) |2, 4] 1 ucnoab30Ba-
HUE CHEUMAIbHOTO JIeYeOHOTO THUTAHUSI OOJIbHBIX
CBSI3aHO CO 3HAYUTEJIbHBIMU MaTepraIbHbIMU 3aTpa-
TaMM KakK Tocy1apcTBa, Tak U caMoro nauueHTa. Pas-
BUTHE OCJIOKHEHUI, BbI30OBbI CKOPOM MEIULIMHCKOM
IMOMOIIIU, HEOTHOKPATHbIC TOCTIUTAIU3ALIMY B OTIIEe-
JIEHUS HEOTJIOXKHOU Tepanuu YBEJUYMBAIOT CTOM-
MOCTb BeJIeHUS TAKUX MALIMEHTOB.
HopMmatuBHO-1IpaBoBasi 6a3a mo JaHHOMY BOIIPOCY

B Poccun B iestom 1 CO B 4aCTHOCTH perjlaMeHTUpOBa-

Ha pPsIIOM JOKYMEHTOB (Tao. 2).

ITpumMepoM HO30JIOTMYECKOTO MPEeICTaBUTEIbCTBA

B niepeuHe O3 SBISIOTCSI CUMHAPOMBI C AeeKTaMu KOM-

IJIEMEHTa, Cpelu KOTOpbIX — TalMeHThl M3 Perucrpa

CO (n =5), monyyaroIye MaToreHeTUISCKYIO Teparnuio

ophaHHBIMU JIEKAPCTBEHHBIMM TIpernapaTtamu. OgHaKO

mauveHTsl ¢ [TW/I, mpoxuBatomux B CO, HyxXmaloTcs

B noctosiHHoi 3T BHyTpuBeHHbIMU Ig (n = 27). Takas

Teparnus MPOBOIUTCS B 2 peKUMaXx:

*  pexuM nomaepxkku (1 pas B mecsil B 1o3e 0,4 T/ Kr);

* pEeXUM HachllleHus1 (2 pa3a B Toi BO BpeMsl Bcex
Cepbe3HbIX MH(EKIIMOHHBIX 3MU30JI0B U MPU Hapy-
IIEHUM PETYIAPHOCTH; U3 pacueTa 0,4 T/ KT: 115 Ue-
JloBeka Maccoil Tena 70 Kr B cpeinHeM TpebyeTcs
28—301; 4—5 pa3 B TeueHue 1—3 Heln., CpeaHsII Kyp-
coBas J103a B pexxume HacbieHus — 120 r) [11].

Tabauua 2

Hopmamueno-npaeoeas 6aza oxazanus meduyunckoil nomowiu nauuenmam ¢ 03

nOKyMeHTbI, pernameHTupyloLine opraHusaumio MeAULMHCKON NOMOLLY NaLMeHTaMm ¢ 03u ¢OpMMDOBaHMe PerMcha 00NbHbIX:

o ®epepanbHbiii 3akoH "06 0cHOBax 30,0poBbSA rpaxaaH B Poccuiickoin Pepepaumu” ot 01.11.11 Ne 323-93, cT. 44

o [locTaHoBnehnue Mpaeutensctea PO ot 26.04.12 Ne 403 "0 nopsake BeseHus GeaepanbHoro perueTpa nuL, CTpaaaioLLmx XnusHeyrpoxaroLwmumm
1 XpOHMYECKUMM Nporpeccupytowmmmn 03, NPUBOASLLMMM K COKPALLEHMIO NPOAOIKUTENbHOCTY XXM3HU FPaXAAH UNN UX MHBANMAHOCTH, U €ro

pervoHanbHoro cermenTa”

o [lpuka3 Muxsapasa Poccum ot 19.11.12 Ne 950-n "0 dopmax AOKYMEHTOB Ans BeAEHUS peroHanbHoro cermenta @epepanbHoro peructpa i,
CTPaAaIoLLMX XU3HEYrPOXAIOLLMMI M XPOHUYECKUMM nporpeccupyiowmmu 03, NPUBOASLLMMM K COKPALLEHUIO NPOAOKUTENBHOCTH XXU3HN rpaxaaH

WM MX MHBANIMBHOCTM, W NOPSIAKE UX NPEAOCTaBNeHUS "

o [puka3 Munappaea CO Ne 389-n ot 13.04.12 (pep. ot 03.10.12) "0 dpopmmupoBaHum Pernctpa 60/bHbIX XUIHEYrPOXAIOLMMI U XPOHUYECKUMU
nporpeccupyiowmmu 03, NPUBOASLLMMM K COKPALLEHNIO NPOAOKMTENLHOCTH XXU3HMN IPaX/AaH UIN UX MHBANMAHOCTN"

o [lpuka3 Muxsapasa CO ot 13.12.12 N2 1466-n "0 nopsiake BefieHUs pernoHanbHoro cermexTa GepepanbHoro perucTpa L, CTpapaloLLmx
XN3HEYrPOXaloLMMM U XPOHUYECKUMU NporpeccupyloLmi 03, NPUBOAALLMMY K COKPALLEHNIO NPOA0IIKUTENLHOCTY XU3HM rpaXAaH unm

MX MHBANIMAHOCTH, NPOXMBAIOLLUX Ha TeppuTopuu CO™

[l0KYMEHTbI, pernamMeHTUpyIoLLMe OpraH13aLvIo NeKapCTBEeHHOro o6ecneyeHns rpaxaaH u obecneyeHms
CneLnannanpoBaHHbLIMKM NPOAYKTaMu ne4e6GHOro NuTaHus:

o TocraHonenue Mpaeutenbctea CO o1 26.10.12 Ne 1202-nn (u3m. ot 24.07.13 Ne 949-nn) "06 yTBepXAeHUM NOPsAKa OpraHu3aLmm obecneveHns
rpaxpaH, npoxvsaiowumx B CO, nekapcTBEHHbIMM NpenapaTamu ¥ CneLyanMavupoBaHHLIMU NPOAYKTaMi Nle4eGHOro NUTaHUs ANs NeYeHns 3abonesanmii,
BK/IOYEHHbIX B epeYeHb XM3HEYrpOoXaloLMX U XPOHMYECKNX Nporpeccupyiowmx 03, NpUBOAALLMX K COKPALLEHMIO NPOAOIKUTENBHOCTH XU3HN rpaXaaH

WM UX MHBANIMHOCTH, 3a CYET CPEACTB 00nacTHoro OloaxeTa

¢ [pukas Munappasa CO ot 08.11.12 Ne 1274-n "0 peanu3zaumu MoctaHoenexus Mpasutenscrea CO ot 26.10.12 Ne 1202 nn”

o [lpuka3 Muxsapasa CO ot 07.11.12 Ne 1269-n "06 yTBepXAeHMM peecTpa anTe4HbIX OpraHu3aumii A 0TNycka IeKapcTBEHHbIX NpenapaTos
no pewenTam Bpayei rpaxaaHam, npoxueatowum B CO, cTpapaiowmm 03, 3a cyet cpeacTs obnacTHoro Gloaxera”

¢ [pukas Munappasa CO ot 16.11.12 Ne 1360-n "0 nopsake odopmneHus peLienTos Ha NekapcTBEHHbIE nNpenapartbl rpaxaaiam PO, npoxusatowwmm B CO,
MMEIOLLMM NPaBo Ha NoMTy4eHNe rocyAapCTBEHHOI CoLManbHOM NOMOLLYM 3a cYeT cpeacTe denepanbHoro 1 obnactHoro Glomxetos B 2013 r."

o [puka3 Muxsgpasa CO ot 05.12.12 Ne 1425-n "0 npukpenneHun anTeyHbIX OpraHU3aLmii K aMoynaTopHO-NoNUKIMHUYECKUM NOAPA3aeNneHusM
MeANLIMHCKNX OpraHu3aumii ans o6ecneyeHus ekapcTBEHHbIMI NpenapaTamu No peLentam Bpaya (penbawepa) 6ecnnatHbIMIU 1€KapCTBEHHbIMM
CPeACTBaMY rPaXpAaH, BKNIOYEeHHbIX B PepepanbHblil perucTp uL, MMeloLMX NPaBo Ha NoNy4eHue rocyAapcTBEHHOM COLManbHOI MOMOLLM,

1 He O0TKa3aBLUMXCS OT NONY4eHUs colmanbHoi yenyru g 2013 r."
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OmHako peryJsipHO TaKyro Tepanuio MoyJyaroT NHBa-
JUABI pazHbIx rpyni (7 = 9). OcTajibHble NALUEHThI MO~
syvatoT 3T 10 pa3IMYHBIM MpOrpaMMaM — IO 3aKyIKe
JIe4eOHO-TIPODUIAKTUUECKUM YyUpeXaAeHUeM WU U3
0J1arOTBOPUTEIbHBIX UICTOYHMKOB. K cokasieHuto, B3poc-
JIble TIAlIMeHThl He TMOJyYaloT AOCTaTOYHOTO o0beMma
BHYTPUBEHHBIX g, mpu 3TOM pasBuUBaIOTCS MHQEKIN-
OHHBIE, ayTOUMMYHHbBIE, alJepruyeckue, OIyXoJeBble
U JIpyTHUe OCJIOKHEHMSI, YCKOPSIETCS WHBAIUAM3ALIMS
U YBEJIMYMBAETCs pUCK cMepTu [12—14].

CrenylommM acieKToM IIpoOJIeMbl SIBJISETCS HE00-
XOIMMOCTh JocToBepHoi nuarHoctuku ITHUJI, koTtopas
HEBO3MOXHa 0e3 MpOBEIeHUsS] MOJIEKYISIPHO-TEHETHU-
YeCKMX MCCAeA0BaHUl. DTO 0COOEHHO BaxKHO IIpU ILIa-
HUPOBAaHUM PEKOHCTPYKIIMU KOCTHOMO3TOBOTO KPOBE-
TBOPEHUSI TpaHCIUIAHTALIMeil KOCTHOTO MO3ra M / WIN
TeMOTIOATUYECKHX CTBOJIOBBIX KJIETOK, a TaKXKe reHOTe-
panueit. I1pu psoe Ho30MOrMYecKux (OpM BBISIBIICHUE
MOJIEKYJISIPHO-TEHETUYEeCKOro nedeKTa MOXKET UIrpaTh
onpeesIeHHYIO POJib B BepU(UKaIIMY IMarHo3a 1 ornpe-
JIEJICHUU TaKTUKU Kypauuu. OgHako oOLIHOCTh KJIMHU-
YeCKUX MPOSIBICHUI 3a00JIeBaHUsI MOXET Ha0JII01aThCs
MpU pa3HbIX TeHeTUUeCKMX aedekrax. B rpymrme Tske-
JIBIX KOMOWHMPOBAHHBIX MMMYHOIE(MUIIMTOB, HWMEIO-
KX O0IIMe KIMHUYECKHUE TIPU3HAKM, U3BECTHA IpyTIa
MyTaluii B = 33 pa3anyHbIX TeHaX, KOHTPOJMUPYIOIINX
dopmuposanue T-kietok [15, 16]. B To xe Bpems pa3-
Hble MyTauMu B omHOM M ToM ke reHe STAT1 moryr
MPUBOAUTH K Pa3BUTHIO PA3TUYHBIX HO30JOTUUYECKUX
dopMm — MO0 CUHApPOMA TUIIEPUMMYHOTJIOOYINHE-
muu E, 1u60 MeHneneeBcKoi YyBCTBUTEIbHOCTU K MU-
KoOakTepusaM [15]. MyTtauuy B OTHOM U TOM K€ TeHe
Myd88 MoryT ObITb MPUYMHONM Pa3BUTUS MaKpOII00y-
muHemMun Banbmencrpema wiam B-kierouyHoit mmmdo-
Mbl [17, 18]. YcraHOB/IeHA KJIMHMYECKAsl B3aUMOCBS3b
reHetuku [TU/] u anmaeMuonornyeckoii 1 9BOJIIOIMOH-
HOI TeHETUKM, YTO CIIOCOOCTBOBAJIO PACIIMPEHHUIO 3HA-
HUI 0 QYHKIIUSIX IMMYHHOM CUCTEMEL.

JI7s1 IMPOKOTO BHEAPEHUST MOJEKYJISIPHO-TEHETU-
YECKUX MCCIIEAOBAHUI CYIIECTBYET PSIT CEPhEe3HBIX TTpe-
MSATCTBUIA:

* WX BBICOKasi CTOMMOCTb;

* OTPaHWYEHHOCTb CEPTUGUIIMPOBAHHBIX PEAKTHUBOB
Ha POCCUICKOM PBIHKE;

*  HeOoOXOOMMOCTb CO3JaHUSl aHAIMTUYECKOU Jlabopa-
Topuu 1711 GOPMUPOBAHUSI MaTeMATUIECKUX MOJIe-
JIeli vccaenoBaHus TSl KaKA0ro MalueHTa.

B OLUKMH mpoBomutcsi paboTa 1o co3zgaHuio 0aHKa
TeHeTUUYECKOro Marepuayia, KOTOPbIii MOCTOSIHHO pac-
IIUPSIETCST TIO MEPE BBISBJICHUS] HOBBIX CiTydyaeB 3a00s1e-
BaHuIi. Takoe coxpaHeHMe MaTepuraia HeOOXOaAUMO IS
WCClIeOBaHUii, KOTOPbIE MOTYT NMPOBOAUTHCS B Oyay-
1IEM, B COOTBETCTBUM C OBICTPO Pa3BUBAIOIIMMUCS TEX-
HOJIOTMYECKMMU BO3MOXHOCTSIMU MOJIEKYJISIPHOI TeHe-
TUKH.

HeobxonumbImM pasnenoMm siBiisieTcsl pa3paboTKa Ipo-
TOKOJIOB M CTaHIAPTOB IMPOBENEHUsT PEKOHCTPYKTUBHBIX
TEXHOJIOTUII KOCTHOMO3TOBOTO KPOBETBOpPEHMUSI (TpaHC-
MJTAHTalMsI KOCTHOTO MO3ra / TeMOMO3TUUECKHUX CTBOJIO-
BBIX KJIETOK, TeHoTepariusi). OmHaKo MpersiTCTBUSIMU JIJ1sT
BHEIPEHUST TaHHBIX TEXHOJIOTUI SIBJISIFOTCSI HETOTOBHOCTh

CIIy>X0 K mpoBeieHuIo onepatnii y marueHtos ¢ [TU], ot-

CYTCTBUE OIbITa, B T. Y. MUPOBOTO, OTCYTCTBUE TOJIOXKH -

TEJIBHBIX Pe3YJIbTaTOB Mpu psine Hozonoruit [TU/ [7, 19].
Takum oGpa3oMm, mpu BeneHuu mnaunueHToB ¢ TTMJI

CYLIECTBYIOT CJielylolle MPoOIeMbl:

1. OrcyTrcTBHE rocyaapCTBEHHOM MOAAEPXKKU OOJIbHBIX
IMNJI — OOJMBIIMHCTBO HO30JIOTMI HE BKIIIOUEHBI
B nepeueHb O3.

2. Tlo3nHsist AMarHocTukKa — CJeACTBME HU3KON HACTO-
POXEHHOCTHM W HE3HAHUsI 3TOM MaTOJOTMU BpayaMu
o6uieit mpakTuku. bonbHbIe HAOIIOAAIOTCS U MOTH-
0aloT ¢ APYrMMU TUAarHO3aMH.

3. TIpoGaembl oopMIeHNST THBATUIHOCTH:

» otcyrctBue Ho3onoruit [1M]l B mepeuHe 3abose-
BaHUI, momjiexamux ohOpMJICHUI0 WHBAJIWI-
HoCTH nocye 18 yeT;

* [mpoBelneHue afaekBaTtHoii Tepanuu npu [T Hu-
BeJIMpYeT MPU3HAKW WHBAJIWIHOCTH, a HealekK-
BaTHas Teparnusi CIocOOCTBYeT WHBAJIUAU3AIIUN
U / WIM paHHe# cMepTH.

4. BrbIicokasi CTOMMOCTD JICKapCTBEHHBIX MperiapaToB.

5. 3HaumMTenbHBIE 3aTpaThl Ha jJedeHne 00abHbIX [T
MpU MPOTrpecCUpOBaHUM 3a00JIeBaHUSI, Pa3BUTHUU
OCJIOKHEHUI, YBEeIWYeHHe ITHEeH HeTpymoCcroco0-
HOCTHU, UHBIMIN3AMU.
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