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3a00/1eBaHUSIMH (0030p JIUTEPATYPbI)

I'BY ropona Mockss! «Hay4HO-HcCIIe1oBaTeIbCKIA HHCTUTYT OPTaHU3alUH 3PaBOOXPaHEHUS U METUIIMHCKOTO MEHEKMEHTA
[HenapramenTa 3npaBooxpanenus ropona Mockss», 115088, Mocksa, Poccust

PE3IOME

Penxue (opdanusie) 3aboneBanus (P3) — 3abomeBaHus, KOTOPEIMU CTpajgaeT HeOonbmmas 4acTh HaceneHus. OJHaKo, HECMOTPS Ha TO YTO
kaxoe P3 nmopaxkaer Majoe KOJIMYECTBO JIONEH, BCE OHM B COBOKYITHOCTH 00pa3yioT 60JIbluyio cyonomyisnuio. B HacTosee Bpemst B MUpe
n3BectHo 10 8000 P3, urto 3arparmBaer nmpumepHo 6—8% sxurteneil miaHeTsl. Penxue 3a0oneBaHust TpeOYIOT 0COOOTO MOAXO0IA CO CTOPOHEI
31paBooxpaHeHHs. 1 XOTs BO MHOTHX CTpaHax YK€ Peasi3yloTCsl MIUPOKHEe BO3MOXKHOCTH JUTS TTOJIEPKKH MTAMEHTOB U UX CEMeH, 0CTAIoTCs
po0IeMbl M HEYJOBJIETBOPEHHBIC MOTPEOHOCTH. J[Jisi anbHEHIIEro yiydIlieH!s Ka4ecTBa )KU3HHU, CBA3aHHOTO CO 370POBbEM, MALEHTOB,
CTpajaromux ot P3, Ba)kKHO BBISBUTH O0IIME 3aKOHOMEPHOCTH B CYIIECTBYIOIIMX NPOOIeMax U HYXXIaxX 3TOH KaTeropuy rpaxiaH.

Ieab 0030pa — aHAIN3 COBPEMEHHBIX HCCIIEIOBAHUHN MpoOIeM 1 moTpedHocTel manueHTos ¢ P3 i nx cemeil. MBI MpoBenn MOUCK JINTEPaTy-
PBI 110 ICHXOCOLHANBHBIM Borpocam y marueHToB ¢ P3 8 PubMed u Google Scholar.

Pesynbrarhl 1OKa3aiM, 4TO OCHOBHBIMH NPOOJIIEMaMH W HOTPEOHOCTSMHU OBIIM BOIIPOCHI JHArHOCTHKU (JUIMTENBHBIM MEPHOJ BPEMEHH 0
MOCTaHOBKM JIMAarHo3a, HalU4yhe OMIMOOK, HEOOXOOMMOCTh MOCEIICHHUs OONBIIOr0 KOJMMYECTBA Bpayei Ui MOCTAHOBKH OKOHYATEIBHOIO
JIMarHo3a, caM Mpolecc OObABICHUS PE3Y/IbTaTOB), OTCYTCTBHE WIIM HEIOCTATOYHOCTh IICHXOJIOIMYECKOIl TIOMOILH, HEYJOBIETBOPUTEIBHOE
MaTepHalbHOe 00ecIeueHHe, I10Xas OCBEIOMIEHHOCTh O 3a00JI€BaHUH U CYIIECTBYIOIIMX Mepax IOAIEPKKU. B pabore Taxke BbICKa3aHbI
TIPEUTOKEHHS TI0 JaTbHEHIIEMy Pa3BUTHIO CITy>KO CHCTEMBI 3APaBOOXPAHEHNS, OKAa3bIBAIONINX TIOMOIIb U MOIEPKKY ManueHToB ¢ P3 u nx
CeMel, C IIeNbI0 PeLIeHHs] JaHHBIX TPOOJIeM H YOBIETBOPEHUS COOTBETCTBYIOLINX MOTPEOHOCTEHH.

Knrouegvie cnosa: peoxoe 3abonesanue; nompebHoCmuU NAYUEHNMOS, NOOOEPIUCKA 30PABOOXPAHENUSL; CEA3AHHOE CO 300P0BbEM KAYECBO JCUSHU,
OUASHOCTNUKA, NCUXONIOSUYECKAs NOO0EPHCKA, MAMEPUATLHO-DUHAHCOBAS NOOOEPHCKA, UHPOPMAYUOHHAS NOOOEPIHCKA, 0030p
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ABSTRACT

Rare (orphan) diseases (RD) are diseases that affect a small part of the population. However, although each disease affects a small number of
people, they collectively form a large subpopulation. Currently, there are up to 8,000 rare diseases known in the world, affecting approximately
6-8% of the planet’s population. Rare diseases require a special approach from healthcare. Although many countries around the world are
already implementing significant opportunities to support patients and their families, challenges and unmet needs remain. To further improve
the health-related quality of life of RD patients, it is important to identify common patterns in the existing problems and needs of this category
of citizens.

The purpose of this work was to analyze modern studies conducted in developed countries of the world, based on surveys of patients with
various RD and their families about existing problems and needs.

We searched PubMed and Google Scholar for literature on psychosocial issues in RD patients. The results showed the main problems and
needs to be diagnostic issues (long period of time before diagnosis, presence of errors, need to visit a large number of doctors to make a final
diagnosis, the process of announcing the results), lack or inadequacy of psychological support, unsatisfactory material support, poor awareness
of the disease and existing health care support. The work also makes proposals for the further development of health care services that provide
assistance and support to RD patients and their families, to solve these problems and meet the corresponding needs.
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BBenenue

Penkue (opdanusie) 3aboesanus (P3) — 3to marosnoruu,
OUYEHb PEJIKO AUATHOCTHPYEMBIE B UETIOBEUECKON MOMYIIALUN.
Omnpenenenne P3 BappupyeTcs B pa3HBIX CTpaHaX M OCHOBAHO
Ha UX paclpocTpaHEHHOCTH cpeau HaceneHud. B EBpone 3a-
OoJieBaHMsI CYMTAIOTCS PEKUMH, KOT/Ia OHM 3arparusator 50
napuBuAyymoB u3 100 000 nacenenus [1], B CIIA — okono
60 [1], B Poccunn — 10, a B Typuuu — 1 [2]. B SAmonun P3
ompernensercs Kak JJro0oe COCTOsHNE, 3aTparuBaioliee MeHee
50 000 xwureneil cTpaHbl (4TO 3KBHBaJIEHTHO 40 GOIBHBIM
Ha 100 000 wenosek) [3]. IIpubnm3uTEIbHAS OLIEHKA TAKOTO
onpenenenus B Kurae — menee 1 ma 500 000 genosek [4].
Takum oOpa3zom, B HacTosiiee BpeMsi HET OOIIEro IOHSATHS
P3, u Gonesns, xkoTopas MoxeT cumrarbes peaxoi B CIIA,
He OyneT OTHOCHThCS K TakoBor B EBpone, AAmonun mmn Kurae.
OpHako OUEBHUIHO, YTO, HEB3Upasl Ha Pa3HHUILy OIpeAesICHul,
BBISIBIISIIOTCS JIMIID €IUHUYHBIC CITyYan JTAaHHBIX TTaTOJIOTHIL.

Ho xots xaxxgoe P3 wmmm paccTpoiicTBoO mopakaeT Maioe
KOJIMYECTBO JIFO/IeH, BCE OHU B COBOKYITHOCTH 00pa3yroT O0JIb-
uryro cyonomnyinsiiuio. B Hacrosiee BpeMsi B MUPE H3BECTHO
10 8000 P3, uto 3arparuBaet npumepHo 6—8% Hacenenus [4].
Tak, B ctpanax EBpocoro3a u CIIA 3apeructpupoBaHbl 1O
30 mia nmamuentoB ¢ P3 [1, 5], B Kutae — 16,8 mun [4],
B ABcTpanuu — J0 2,2 MIH [6].

BonpmmaCcTBO P3 ABNISAIOTCS XpOHHUECKIMH, 3aTParuBaloT
pa3iIMYHbIe CUCTEMBI opranu3mMa. OHM MOTYT UMETh ITporpec-
CUpYIOIllee TeYEHHUE U HECTH NPSAMYIO Yrpo3y Ul KU3HH Ia-
IIMEHTa, €CIIM OH He TOTy4YaeT Haexamnero jedenns. Yacto
P3 3akaH4YMBarOTCSA MHBAIMIHOCTHIO. M MU 1711 HEMHOTHX
u3 P3 ectb addekrrBubie MeToas! jeueHus [5]. bonee 80%
P3 uMeroT B 0CHOBE reHEeTHUECKUE HApYIIEHUs, KOTOPBIE, KaK
MIPaBUJIO, TUATHOCTHPYIOT B PaHHEM BO3pacTe, MO3TOMy 0o-
Jiee TIONIOBUHBI BCeX MalMeHToB — aeTH [1]. B cBsa3u ¢ atum
BezieHHe naiyeHToB ¢ P3 npencrasiser robdansHyto nmpooie-
My Ut obmiectBa. [ e€ pemeHns BaXXHO OIpENeNuTh, Ka-
Kasl MoJJIep KKa He0OX0MMa JAHHOHN KaTerOpHH TPaXIaH AT
yAy4IIeHUs KauecTBa MX JKU3HU, CBA3aHHOTO CO 370POBBEM,
YTO, B CBOIO OYepe/ib, HOMOXKET chopMHpOBaTH OCHOBHBIC Ha-
MIPaBJICHHUS W MEXaHU3MBI PEATTH3aLNH TOCYIapCTBEHHOH To-
JIUTUKH B chepe 3IpaBoOOXPAHEHNSI.

Xotst xaxknoe P3 yHukanbHO, mpoOJIeMBbl, C KOTOPBIMH
CTAJIKUBAIOTCSI CEMBH, JaCTO CXOXH, HE3aBUCUMO OT JNarHo-
3a [7]. UccnenoBanusi, OCHOBaHHBIE HA OMPOCax MAI[UEHTOB
¢ P3 u ux cemeil, NOKa3bIBaIOT, KaKHe BHUJBI MOJJIEPKKH UM
HEOOXOANMBI, W BKIIOYAIOT 00CYXJICHNSI BOSMOXKHOCTEH Op-
TaHU3AIWU JAHHOW TTOMOIIIH.

Henn HacTosIIEH pabOThl — aHAIU3 U CUCTEMAaTH3AIUs
COBPEMEHHBIX HCCIIEJOBAaHUH O MpobieMax U MOTpeOHOCTAX
nanenToB ¢ P3 1 ux cemeit.

OT10op padot

Msr otoOpanmu 6 COBpEMEHHBIX padOT, MPOBEIXEHHBIX
B Pa3HBIX CTpPaHAaX W OCHOBAaHHBIX HA ONpPOCax IMAIUEHTOB
¢ P3 u ux cemell 0 CymIecTBYIOIIMX MpoOIeMax U MOTped-
HOCTAX [5, 6, 811]. TTomoOHBIE HCcCIEAOBAHUS MO3BOJISIOT
13 MEPBBIX YCT Y3HATHh HACYITHBIE MHTEPECH U 3a00THI OOJIb-
HbIX ¢ P3, MOHITH, Kakue 3aTPyJHCHUsSI OHH HCIBITHIBAIOT,
YTO UMECHHO MM HEOOXOJMMO ISl TIOBBIIICHUS KaueCcTBa UX
KU3HHU, CBI3aHHOTO CO 3I0POBHEM.

B oroGpannpix Hamu paboTax comep)kaTrcs pe3yJabTaThl
aHKETUPOBAHMH, TPOBEIEHHBIX B Pa3BUTHIX CTpaHax: ABCTpa-
muu [6, 9], EBporie (25 eBpomeiicKix cTpaH, cpeau KOTOPBIX
HanOonee npeacrabneHsl Vcnanus, Uramus u Tepmanus [8]
u Hunepnanner [11]) u CIIA [5, 10]. Hekotopsie uccrieno-

Health care organization

BaHUs BKJIIOYAIN CPAaBHUTEILHO HEOOJBIIOE KOJIUYECTBO Pe-
crioHsieHToB: 4246 cemeii [6, 10], B pyrux OHO JOCTUTANIO
462 [9] m naxe 924-1128 [5, 8]. B onpocax NpuHsUIA yyacTue
MAIUEHTHI C pa3HbBIMU P3.
Bce nccienoBanus 00HApYKIIH OOIIHE TIPOOIIEMBI OOJTBHBIX
W MIX CEMEH, U3 KOTOPBIX MBI BELIBIJIM HAUOOJIEe 3HAYNMBIC:
* 3aJepKKHU U CIOKHOCTH C TTOCTaHOBKOM JHAarH03a;
* OTCYTCTBHE WM HEIOCTATOYHOCTH ICUXOJIOTUYECKOM
TIOMOIIY;
* HEYIOBJICTBOPUTEIFHOE MaTepHaIbHOE 0OCCIICUCHIE;
* IUIOXYIO OCBEJOMIIEHHOCTH O 3a00JI€BaHUH U CYIIECTBYIO-
X Mepax MOAIEPIKKH.

IIpo6JieMbI ¢ TMATHOCTHKOT

[TpobneMbl ¢ AMATHOCTHKOM CBSA3aHBI C JIUTEIBHBIM I1C-
PHOZOM BpPEMEHH JI0 TIOCTAHOBKH TUArHO3a, HATHYHEM OIIHU-
00K, HEOOXOIMMOCTBIO ITOCEIIEHHs OOJIBIIOr0 KOIHMYECTBA
Bpaye Ui MOCTAHOBKK OKOHYATEIBHOIO AMArH03a, a TAKKe
C CaMUM TIPOLIECCOM OOBSBICHUS PE3yIBTaTOB.

B paccMOTpeHHBIX HaMH HCCIEIOBAaHMIX CcoOOmaercs
0 TOM, YTO 3aJepKKH U OMMOKH B AMATHOCTHKE SBISIOTCS
o0bruHBIM siBIeHHEeM uist Jsironer ¢ P3. K. Bogart u coasr.
mokazany, 9to y 30% yJacTHHKOB MEXKITy TOSBICHHUEM CHUM-
MITOMOB | ITOCTAHOBKOH Iuarso3a mnpouwto 0—6 mec, y 9% —
7-11 mec, y 23% — 1-3 rona, y 11% — 4-6 nert, 6% xnanu
muarHosza 7-9 net, 16% — 6onee 10 net [5]. Y. Zurynski u
C0aBT. cooOmmIH, 910 93% y4acCTHHUKOB ITONYYIIN OKOHYA-
TENBHBIA AUArHO3, HO 7% emIé 0CcTaloTCsl HeIMarHOCTUPOBAH-
HeIMU. [IpruéM cpemu TeX, y KOoro ObLT MOCTABJICH TUATHO3,
37% cuuTanu, 9To OH OBUT IOCTaBIIEH ¢ OMo3aanueM, a 27%
W3HaYaIbHO NOTYYHIN HeBEepHEI nuarao3 [9]. IlomoOHsIe pe-
3yJIBTaThl IPUBE/ICHBI U B IpyTrux padorax [12, 13].

B mccnenoBaHmsx Takke cooOmaercs, 9to OONBIIOe KO-
JMYECTBO MAIMEHTOB OOpaIlaiich KO MHOTHM BpadaM, IIpe-
JKIe YeM IOJIy4MJIu NpaBuibHbIN auarHos. Tak, K. Bogart u
COAaBT. TOKAa3aJM, YTO IOYTH YCTBEPTh YYACTHHKOB OIpPOCa
oOpamanuchk K 6 wiu Oonee BpadaM [5], a B UCCIICIOBAHUU
Y. Zurynski v coaBT. 10T TAKUX TAIIMEHTOB qocTrria 38% [9].
OTH pe3ysbTaThl MEPEKIUKAIOTCS ¢ Pe3yJbTaTaMH JPYTHUX UC-
cienoBanumii [12, 13].

Uro kacaercs caMoro mporecca OOBSIBICHHS IUArHO3a,
TO Y. Zurynski ¥ coaBT. COOOLIHIM, YTO OOJIBIIUHCTBO ceMei
OBUTH YJIOBJIETBOPEHBI TEM, KaK 3TO MPOHCXOIUIIO, OIHAKO
16% ObLTH HETOBOJBHEI BCICACTBHE HEIOIIONYUYCHHS JTOCTa-
TOYHOH MH(pOpManuu O 3a00JIEBaHUH, OTCYTCTBHH ICHXOJIO-
TUYECKOM MOAJIEPKKU U HEJOCTATOYHON YyTKOCTU MEAMIINH-
ckux paboTHHKOB [9]. Kak pacckazan OmuH W3 YYaCTHUKOB
orpoca, Bpay, HOCTaBUBIIHI THArHO3, «HE 0CO3HAJ, HACKOJb-
KO 3TO Pa3pyILIUTEIHHOY.

[Ipu 3TOM OIPOCHI MMOKA3aJIU, YTO STH MPOOIEMBI TIPU TO-
CTaHOBKE IUAarHO3a OYCHb HEONAroTBOPHO BIHUSIOT Ha BCe
ctepbl KU3HU MAIMEHTOB, NMPHBOAA K TPEBOTe, pa3odapo-
BaHUIO U cTpeccy (54%), mporpeccHupoBaHUIO 3a00JICBaHUS
(37%), 3anmepxkke B neueHuH (25%), UCIIOTB30BAHUIO HEIIO-
XOISIINX U OTEHIHAIBEHO BpeTHBIX MeTonoB JedeHus (10%)
[9, 14, 15]. CBoeBpeMeHHas U TIpaBUIIbHAS IOCTAHOBKA JHa-
THO3a, TIOMHMO HAa3HAuCHUs aJCKBATHOTO JICUCHHSI B HaW-
Ooree ONTUMANBFHBIE MOMEHT BPEMEHH, MOKET CHATH 4acTh
MICUXOJIOTHYECKHUX MPOOJEeM, T. K. OHA TO3BOJIICT POAUTEIISAM
O0OBSCHUTH 0OJIE3HBb CBOETO PeOEHKA NPYTUM JIEOISIM, Tepe-
CTaTh BUHUTH CeOs 32 COCTOSHHUE CBOETO PeOEHKA U B HEKO-
TOPOW CTETIEHH OOJETYUTH CTPECC, CBI3aHHBIN C HE3HAHHEM
1 HEeoIpeneIEHHOCThIO OyyIIIero.

[IpennonaraeMbie MPUYUHBI 3aJICPKEK U OMIUOOK B JUAT-
HOCTHKE BKITFOUAJIM HEJJOCTATOK 3HAHUI 0 32a00JIeBaHUH CPEAH



3npaBooxpanenue Poccuiickoit @eneparnun - Tom 69 - Ne 1 - 2025
O630pHas cratest. https://doi.org/10.47470/0044-197X-2025-69-1-41-46

43

OpraHmauI/m 3ApaBOOXpaHCHUS

MEIUIMHCKUX paboTHUKOB (69,2%), HEOCBETOMIEHHOCTH
o cuMmnrToMax B ceMmbe (21,2%) u TpygHOCTH € TOCTYIOM
k TectaM (17,9%) [9].

PyTHHHBIA CKpUHUHT HOBOPOXXKIAEHHBIX Ha psax P3 moxer
YaCTHYHO CHSTH NPOOJIEMY: OH IPUBOIUT K OBICTPOM THAarHo-
CTHKE ¥ CBOEBPEMEHHOMY COOTBETCTBYIOIEMY JICUEHHIO [9],
OIIHAKO CKPUHHMHTOBBIE TECTHI JOCTYIHBI Ui OYEHb HEMHO-
IMX U3 U3BECTHBIX reHetndeckux P3. [loaTomy 3HaHus Me-
JULIMHCKUX PaOOTHUKOB O TOM, KaK paclio3HaBaTh IPHU3HAKU
U cUMIOTOMBI P3, SIBIIAIOTCS IEPBOCTENEHHOM Ba)KHOCTBIO [9].

Takum 06pa3oMm, MOTydEHHbIE PE3YIbTAThl YKa3bIBAIOT HA
HEOOXOIMMOCTb JIyUIlIero 00pa3oBaHusi MEANIIMHCKUX paboT-
HHUKOB BO BpeMs oOydeHHs B OakanaBpuare M acHHpaHType,
Oompmieil OCBEIOMIIEHHOCTH O CYIIECTBYIOUMX HH(OpMa-
HUOHHBIX pecypcax. llenecooOpasna pa3paboTka HOBBIX
KIIMHUYECKUX PYKOBOJACTB IO JAMArHOCTHKE W JieueHHio P3,
a Taxke 00pa3oBaTENbHBIX MOJYJIEH, KOTOPBIE IOJKHBI OBITH
JOCTYIHBI HE TOJIBKO BpayaM, HO U IIUPOKON OOIIEeCTBEHHO-
ctu. Kpome Toro, BaxxHO co37aTh YETKYI0 MapLIpyTH3ALUIO
MAIIEHTOB, Oiaromapst KOTOpoi OonpHBIC OyayT OBICTPO Ha-
MIPABIATHCA K COOTBETCTBYIOIINM CIIEIHAIUCTaM [6].

Taxoke TpeOyeTcsi MOMOJHUTEIBHOES O00yUCHHE MEIHUIIUH-
CKUX paOOTHHKOB, AIOIee UM 3HAHHS M HAaBBIKH COOOIICHHS
Ba)KHBIX, MEHSIOIINX ’KU3Hb HOBOCTEH, I€IMKaTHBIM 00pa3oM
Y TOTOBHOCTh MH(OPMHUPOBaHHUS O 3a00JI€BaHUH JIOCTYTHBIM
s3bIKOM. HeoO0X0oMMO paccMOTpETh CTpaTerud paciIupeHus
BO3MOYKHOCTEH OKa3aHHs MCHXOJOTMYECKOH IOIIEPKKH I1a-
LUEHTaM UJIM CEMbSIM, KOTOPbIE HEJABHO IOy YHIIN HIIH BCKO-
pe moy4ar TUarHo3 peaKoro XpOHHYECKOro U CIIOXKHOTO 3a-
OoneBanus [9].

Ilcuxoaoruyeckas MoAAECPIKKa

HccnenoBanus nokasanu, 4To nanuenTs! ¢ P3 game nox-
BEPXKEHBI TPEBOTE M ACHPECCHU II0 CPAaBHEHHIO C HOPMAMH
JUIsl O0LIel TOMYJSIUMU U sl JFOACH, KHUBYIIMX C XPOHH-
YEeCKHMH, HO pacnpocTpaHEHHbIMH 3a0oneBanusmu [5, 13].
B pabore M. Anderson u coaBr. 6onee 75% y4acTHHKOB orpoca
COOOIIIA O BBICOKOM YPOBHE IICHXOJIOTHYECKOTO cTpecca [6)].
[Tonmyyenue nuarsosa peKkoro XpOHU4YECKOro U CIOXKHOTO 3a-
GoneBaHusl caMo 1O cebe SIBISIETCS] COOBITHEM, MEHSIOIIIM
KHM3HB KaK caMoro OOJIBHOTO, TaK U €ro ceMbu. bompmmHCTBO
PECIIOHICHTOB paccKa3ajid, YTO IOCIE MOCTAHOBKHU JHUArHO-
32 OHM YYBCTBOBAJIM C€0sl «OIyCTOIIEHHBIMUY, «PacTepsiH-
HBIMI», «C Pa3OUTBIM cepariem», «B IIOKe» [6]. B TeueHwme
JanbHEHIICH )KU3HU U JICUEHHS NMAIUEHThl TAKXKE TOCTOSHHO
npeObIBalOT B HEPBHOM HanpspkeHuu. [Ipuuém crepyer orme-
THUTb, YTO TPEBOTA W JICTIPECCHS Y B3POCIBIX YaCTO CBA3AHBI
¢ Oomee MOJOABIM BO3PACTOM, XCHCKHM ITIOJIOM, OONBIIAM
KOJIMYECTBOM JIET C MOMEHTa IOCTAHOBKM JAMarHosa, oomee
HU3KUM JIOXO/IOM, YCTaJOCTbIO, OOJEBBIM BMELIATEIHCTBOM
u ociabneHneM Qu3ndeckoi (PyHKIHU, CHIDKEHHEM CIIOCO0-
HOCTH y4YacTBOBAaTh B COLUMAJIBHBIX PONIAX, HAPYIICHUEM CHA
Y OTCYTCTBHEM CTaOMJIBHOTO TeUEHHs 3a0oneBanus. Y nerei
TUTOXME OTHOLIEHHUsSI CO CBEPCTHHUKAMH W YCTAJIOCTh Ooiee
JPYTHX TPUYUH BBI3BIBAIN TPEBOXKHOCTb M JIEHPECCHBHBIC
cocrostaus. Ilanmentsl ¢ P3 Takyke HUCIBITHIBAIOT HEAOCTATOK
MMOHMMAaHUsl WM NMPHU3HAHHUS CO CTOPOHBI APYTUX JIOACH.
Hexotopsle 00bHBIE 1yBCTBYIOT CTBIJ] MU 1aBJICHHE, 3aCTaB-
JISTIOIIEE CKPBIBATh CBOIO 0OJIE3Hb OT APYTHUX [5].

M. Chappell u coaBT. cCOOOIMMIM TaKkKE O BHICOKOW TICH-
XOJIOTHYECKOH Harpy3ke Ha JIMILI, OCYIIECTBIIONINX YXOX 3a
netbmu ¢ P3 [10]. Pesynbrarel ux paOoTHI MOKA3bIBAIOT, UTO
oyt 90% dTUX JrONEeH OIIyIIaloT MOBBIIIEHHYIO HEPBHYIO
HanpspKEHHOCTh. B pyrom uccienoBaHuM oOmbITa yXona
3a geteMH ¢ P3 Takke mokazaH BBEICOKHH ypOBEHB cTpecca

U TPEBOTH cpean poauteneit [9]. 3aech 3aaeliCTBOBAHBI TaKHE
3HAYMUTENIbHBIE (AKTOPHI cTpecca, Kak HeoOXOOMMOCTh IpH-
HSATbH JJMAarHO3 M aalTHPOBATHCS K HOBBIM POJISIM, TOBBILICH-
HBIE TPEOOBaHUSI KO BPEMEHHU U TPYIHOCTH C IMIOBCEAHEBHBIM
yxoz0oM 3a peoéukom [16]. Pomurenu Takxke OCCIIOKOMIHCH
0 TOM, 4TO XAET ux peb&nka B Oymymem. boree Toro, npy-
THE WCCIEJOBaHUS MOKa3ald, YTO OpeMsl JIUI, OCYIIECTBIIA-
IOIUX YXO1, MOXET OBITh TaKXKE PE3YIbTAaTOM HU3O0JIAIUN U
OrpaHMYEHHOCTH MH(OpPMAaINH, BHI3BAHHOW PEIKOCTHIO pac-
CTpoHcTBa y nx pebEHka. [lonomHuTenpHOE OpeMs BKIIOYa-
JI0 BpeMsi, He0OX0IUMOE ISl KOOPJMHALNY BU3UTOB PeOEHKA
K Bpauy, 1 punancossie TpyaHoctH [10]. Yacto ynomuHaioch
OTCYTCTBHE BpPEMEHH JUIs ce0s, Ha BCTPEUH C POJICTBEHHHKA-
MH U APY3bSIMH, @ TaK)X€ TPYJHOCTH C ITOUCKOM HaJE&KHOTO
YeJI0BEKa, KOTOPBIH 1103a00THIICS ObI 00 UX pedéHke [6].

R.M. Smits u coaBT. yka3aju Ha TO, YTO TpeOyeTcs Mo-
BBIIICHHOE BHHMAHUE IICHXOCOLHUAIBHOMY OJaronoiryqHio
HE TOJIBKO JIUII, OCYIIECTBILIFOIINX YXOJ, HO 1 OpaTheB U ce-
ctép GonmpHOTO pebEnka [11], MOCKOIbKY HeaBHeEe Uccieo-
BaHME TPEICTaBMIIO JIOKA3aTENbCTBA TOTO, YTO JPYrHe AETH
B CEMbE TAKXKE JAEMOHCTPHUPYIOT OOIBIIE MCHXOCOHATBHBIX
mpo0seM, ueM KOHTposibHas rpymnma [17].

Beicokuii ypoBeHb cTpecca TOBOPUT O CYIIECTBOBAHUH
HEYIOBJIECTBOPEHHON ITOTPEOHOCTH B IICUXOJIOTHUYECKON TTOJI-
nepxke. JleifictButensHo, B uccnenaoBannn M. Anderson u
coaBT. TobKO 7 u3 30 ceMell MoMy4min Takylo MOAJIEPKKY
OT CIICIMAINCTA B OOJIACTH IICHXUYECKOTO 3710POBbS, U MEHEE
MOJIOBHHBI HAIIIM COOTBETCTBYIOLIYI0 KOMMYHHKAI[OHHYIO
rpynmy cBepcTHUKOB [6]. B pabore K. Bogart u coast. 31%
MAlMeHTOB HMENH JIOCTAaTOYHYI0 IICHUXOJIOTHYECKYIO IIOJI-
nepxKy [5], a Y. Zurynski v coaBT. COOOIIMIN O TOM, YTO MO-
palibHasi IOMOIIb MPH TTOCTAHOBKE JMarHo3a ObLia OKa3aHa
47,5% namuentoB [9]. S. Sestini ¥ COABT. BBISIBUIH, YTO JIUIIIb
OTpaHWYCHHAs 9aCTh PECIOH/ICHTOB TOATBEP/IHIIA CYIIECTBO-
BaHHE TICUXOJIOTHYECKON oMoty Jyis maruenTa (36,3%) nnn
poautens/onekyHa (29,3%), HeCMOTPsl Ha TO, YTO OOJIBIINH-
CTBO CUMTAJIM 3TOT BUJ IMOJICP)KKH HEOOXOANMBIM Kak IS
camoro 6ompHOTO (66,3%), Tak W IS JUIA, OCYIIECTBIIIO-
mero yxof (70,2%) [8].

Takum 00pazoMm, pe3yabTaThl HCCIIEOBAHMI ITOKA3bIBa-
10T, YTO IICHXOJIOTHYECKOE KOHCYJIBTHPOBAHUE HEOOXOIMMO
maryenTaMm ¢ P3, a Taxke BCeM WiIeHaM HMX CeMEH M JIMIaM,
OCYIIECTBISIIONMM yXoa. [Ipr4uéM noanepikka Hy>KHa Ha BCEX
JTamax JICYCHUs, BKIIO4Yasi MOMEHT ITOCTAaHOBKH Jarao3a. I1o-
JI0OHAasI TOMOIIb MOXET OKa3bIBAaThCS CHEUATNCTAMH B 00ma-
CTH TICUXWYECKOTO 3/I0POBbsI, K KOTOPBIM 1IEIeCO00pa3HO BbI-
JlaBaTh COOTBETCTBYIOLINE HAIIPABICHHUS OT JICUAIX BpadyeH.
Heobxommo Taxke HHPOPMHUPOBATE MAIIMEHTOB O CYIIECTBYIO-
IMX TpyNmnax oOIIEHHs CO CBEPCTHHUKAMH W/WJIM CO3/1aBaTh
noo0HbIe coolIecTBa. BakHOCTD TpyNI MOIJIEPIKKHU IOy~
gaeT Bc€ OolbIee mpu3HaHKe, Oarogaps X clocoOHOCTH 00-
IIATHCS C MAIMEHTaMH U UX CEMbSMH Yepe3 MHTEPHET, a Tak-
K€ COTPYIHUUYECTBY C HCCIENI0BaTeIbCKUMH Tpymnmnamu [18].
CrnenmanbHO 00y4eHHBIE COIMaIbHble pAOOTHUKH M XOpOILee
nH(popMHpoBaHHE 0 3a00JIEBAHIH TIOMOTYT CHU3HUTH Harpy3Ky
Ha JIMLI, OCYIIECTBISIONINX YXO 32 JeThMH ¢ P3.

MarepuaJbHO-(QMHAHCOBAS MOAIEPKKA

PaccMoTpeHHbIE HAMH HCCIICAOBAHUS, MPOBEACHHBIC B
Pa3BUTHIX CTpaHaxX, MOKA3ald, YTO OOJbBIIAs YaCTh PACXOJIOB
HAa MEIUIIMHCKOE OOCIY>XHBAaHHE MOKPBIBACTCS CHCTEMOU
3apaBooxpaneHus [5, 8]. Onnaxo, mo marnasM K. Bogart u co-
aBT., JIUIIb 45% ceMelt COTNIaCUIINCh C TEM, YTO OHU TOTYYHIIN
JIOCTAaTOYHYI0 (DMHAHCOBYIO MOIIEPKKY [S]. X0Ts OONBIINH-
CTBO YYaCTHHKOB 3TOTO HCCIICIOBAHHS MMEIH XOTs OBl OIHMH
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OcHOBHBIE TIPOOJIEMbI ¥ MOTPEOHOCTH MAIMEHTOB € penKuMHU 3a00aeBaHusAME (P3) 1 BO3MOXKHBIE TyTH UX PELICHUS

The main problems and needs of patients with rare diseases and possible ways to solve them

[IpoGaema/moTpeOHOCTH
Problem/need

B0O3MOKHBIE ITyTH peLICHHs1/YI0BICTBOPECHHS
Possible ways of solutions/satisfaction

Jnarsoctrka (ITUTENbHBIN TIEPHOJ] BpEMEHH
JI0 TOCTAaHOBKHM TMAarH03a, HAJIMYHE OIIHOOK,

* PyTUHHBIN CKPUHUHT HOBOPOXKIEHHBIX
» O6pa3oBaHUe METUIIMHCKUX PAOOTHUKOB

HEOOXOIMMOCTh MOCEIEHNUsI OOIBIIOro KoindecTBa * OCBEZOMIIEHHOCTH O CYIIECTBYIONIMX HMH(OPMAMOHHBIX pecypcax

Bpauei I MOCTAaHOBKH OKOHYATEIBHOTO
JIMarHo3a, caM Mpolecc 0ObABICHUS PE3YIbTATOB)

Diagnostics (long period of time before diagnosis,
presence of errors, need to visit a large number

of specialists to make a final diagnosis, the process
of announcing the results)

* Pa3zpaboTka HOBBIX KIMHHYECKHX PYKOBOJCTB 10 AUATHOCTHUKE U JICYCHHUIO P3,
00pa3oBaTeIbHBIX MOJYJIEH, KOTOPBIE TOJDKHBI OBITH TOCTYIIHBI HE TOJNBKO BpayaM,
HO ¥ IIUPOKOIT 00IECTBEHHOCTH

* Coznanue 4€TKOH MapLIpyTH3ALUH MTAIIHEHTOB

* Routine newborn screening

* Education of medical specialists

» Awareness of existing information resources

* Development of new clinical guidelines for the diagnosis and treatment of rare
diseases, educational modules that should be available not only to doctors,
but also to the general public

* Creation of clear patient routing

Tcuxonoruyeckas moiepskKa (J1J1s alueHTOB,
YJIEHOB X CEMEH, JIUII, OCYIIECTBISIOIIMX YXO/T)
B MOMEHT IIOCTaHOBKH JMArHo3a  Jajnee

Ha MPOTSHKEHUH BCETO MEPHOIA
JICUEHHSI/HAOIIONEHUS

Psychological support (for patients, for their
families, for caregivers) at the time of diagnosis
and throughout the entire period

of treatment/observation

* OKa3aHue MOMOIIM CHELHATHCTaMU B 00JIACTH IICUXUYECKOTO 37I0POBbS
» CoznaHue rpymmn oOLIeHus MAlMeHTOB U/WIN MOAKIIOYEHHE OOJIBHBIX
K CYIIECTBYIOIIUM MOJOOHBIM COOOIIECTBAM
* [ToMoI1Ib Ha IOMY CIIEIHATIEHO 00Yy4YEHHBIX COLMAbHBIX PAOOTHUKOB
* [Ipenocrasienue noaHOW HHPOPMALMU O 3a00JIeBaHUN

* Support from mental health professionals

* Creating patient communication groups and/or connecting patients to existing similar
communities

* Home assistance from specially trained social workers

* Providing complete information about the disease

MarepurabHO-(HHAHCOBas MOIEPIKKA
(HemocTaTouHbIH 00BEM IS MOKPHITHUSI BCEX
HEOOXOIMMBIX PacXo0B)

Material and financial support (insufficient
volume to cover all necessary expenses)

» Opranu30BaTh BOBMOXKHOCT 00eCTIeYeH sl OSCIIIaATHON ICHXOJIOTHYECKON TOMOIIH,
00pa3oBaHUs Ha JOMY, JTOCTYITHOCTH YCIYT COIIMAIIBHOTO paOOTHUKA M HEOOXOIMMBIX
CpeAcTB peabmInTanuu

* [{udposuzarys (TeneMeTUINHA, HIEKTPOHHBIE MEANIIMHCKHE KapThl)

* KoopauHanus MeUIIHHCKON ITOMOIIN

* To provide the possibility of providing free psychological assistance, education
at home, availability of social worker services and necessary rehabilitation means

* Digitalization (telemedicine, electronic medical records)

* Coordination of medical care

Wndopmanmonnas nogaepskka (pegocraBicHue
vHpOpMAIHHY 0 3200JIeBaHUH, €TO JICYCHUU

U TIOCIIEYIOIIEeM YXO/e 3a IalUeHTOM,

0 JIOCTYIIHOM COLUAIbHOM U ICUXOIOrU4eCKOI
TIOAZIEPIKKE, CYIMIECTBYIOIINX TPYMITaX ITOMOIIH,
Hay4YHBIX HCCIEIOBAHUAX, a TAK)KE TeHeTHYeCKas
KOHCYIBTAIHs)

Information support (providing information
about the disease, its treatment procedures

and subsequent care, available social

and psychological support, existing help groups,
scientific research, as well as genetic counselling)

* ndopmarus, B TOM 4uciIe B BUJE HAMATKH, MOKET OBITh BBIZaHa BpadoM o0mieit
MPaKTHKH, CIIELHAIUCTOM 110 P3, CMEeKHBIMI MEAULIUHCKMMH PabOTHUKAMH,
9KCIIepTaMH B 00JIaCTH IICUXHUYECKOTO 37I0POBBsI, @ TAKIKE IPEICTABUTEIISIMHU
OpraHM3aIuil HOIAEPKKH TAI[HEHTOB

* HaBuraTopbl IalIMEHTOB MOT'YT OBITh CBSI3YIOLIMM 3BEHOM MEXKIY CEMbEil H ApyrumMu
yciyramu

¢ ['pymmsl 3aIUTE HHTEPECOB IAIIMEHTOB MOTYT MOAKIIOUaTh OOJIBHBIX
K HHPOPMAIIMOHHBIM peCypcaM U TpyIIaM oOIIeHUs

* Information, including in the form of an advisory, can be provided by a general
practitioner, health care specialist, allied health professionals, mental health experts,
and representatives of patient support organizations

+ Patient navigators can be the link between family and other services

* Patient advocacy groups can connect patients to information resources and
communication groups

BUJ] MEIMIIMHCKON CTPaxOBKH, MPHUMEPHO UYCTBEPTh U3 HUX
samratiina 3000 momur. v GobIne COOCTBEHHBIX CpPEACTB
3a pacxombl Ha 3apaBOOXpaHeHHE [5]. AHaJOrmYHBIM 00Opa-
30M, 77% cemeii u3 onpoca M. Anderson u COaBT. TOJTyYalH
(hMHAHCOBYIO MOIACPIKKY Yepe3 TOCYIapCTBEHHEBIC MPOTpam-
MBI [6]. OnHako 52% W3 HUX yKa3ayu, 4TO MOJy4YeHHAs UMHU
(buHAHCOBAs MOMOIIb OblJIa HEAOCTATOUHOM, a 73% 3asBUIIH,
YTO HEOOXOAUM JIOTIONIHUTEIBHBIN JTOXOJ JUIsl MOKPHITUS ME-
IUIHCKAX pacxonoB [6]. M. Chappell u coaBt. Takxke coo0-
LW, 9TO OpeMst GMHAHCOBBIX 3aTpar JIJIsl JINII, OCYIIEeCTBIS-
IOIIHUX YXO0J, OBLIO OT YMEPEeHHOro A0 BhIcokoro [10].

B GonpmmuHCTBE ciy4aeB 3aTparTbl HA MEAMIUHCKUE W3-
JIeNnsl, JIeKapCcTBa, NHIIEBBIE M00aBKH, (HU3NOTEPANHIo M
JIOTOIIC UKD YaCTUYHO WJIN ITOJIHOCTBIO HOKpLIBa}OTCH Halu-

OHAJILHOM cUcTeMOit 31paBooxpanenus [8]. Oxqnako S. Sestini
U COAaBT. YCTaHOBUIIH, 4TO 36% U 45% y4acTHHKOB HE 3HAIH,
OIUTAYUBAETCSI JIM TICUXOJIOTHYECKAs TTOAEPKKA WIIN TIOMOIIIb
Ha goMy cootrBercTBeHHO [8]. Kpome Toro, B 30% u 21%
cilydaeB He OBUIO CTPaxoBOT'O MOKPHITHS MHUIIEBBIX J00aBOK
WJTM TICUXOJIOTHIECKON ITOMOIIM COOTBETCTBeHHO [8]. Jluma,
OCYIIECTBISIONINE YXOIl, COOOIIANA O MHOTOYHCICHHBIX I10-
€3/IKax B CHELUUaIM3UPOBAaHHBIC IIEHTPHI, YACTBIX TOCIIUTAIIHU-
3alusiX, HEOOXOMMMOCTH TPAaTUTh MHOTO BPEMEHH Ha Ioce-
1eHue Bpaued. MHOrHE ceMbH MMyTEIIECTBOBAIN CAMOJIETOM,
Tpatmwin 6onee 100 moul. 3a HOUB Ha FOCTHHUYHBIE HOMEpa
u wiatuim Oosee 15 momi. B A€HB 3a MAapKOBKY B OOJNBHMIIE.
[Tourn monoBHHA ceMel COOOIIMIIN, YTO BU3UTHI K Bpady JIO-
JKarcst OpeMeHeM Ha ceMmelHbie ¢puHancs [10].
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OpraHmauI/m 3ApaBOOXpaHCHUS

Takum 00pa3om, HECMOTpsI Ha CYILECTBOBaHUE rocynap-
CTBCHHOW (H)MHAHCOBOW MOIACPKKH, €€ HEIOCTATOYHO ISt
TIOKPHITHAS BCEX HEOOXOMWMBIX PACXOMOB, CBS3aHHBIX C Be-
neaneM naruentos ¢ P3. Ilpexcrasisercs nenxecooOpa3HbIM
J00ABUThH B 3Ty MOJICPIKKY OCCIUIATHYHO MCHUXOJIOTHYCCKYIO
oMOIIb, 00pa30BaHKWE HA JOMY, YCIAYTH COIMAILHOIO pa-
0OTHHMKAa W HEOOXOIMMEBIC CpeicTBa peadmmuTanuid. MHOTro-
YHCJIICHHBIC pacXodbl, CBA3aHHBLIC C JaJIbHUMU MOC3JKaMH B
CICIHATH3UPOBAHHBIC [ICHTPBI, MOTYT OBITH 3HAYUTEIBHO CO-
KpaIieHsl, Oaromapst BO3SMOKHOCTH JIOCTYTa K MEIUITTHCKOM
TIOMOIITH Yepe3 TeIeMeIUIHY. BrICTpast JoCTymHOCTE crieru-
AJIMCTOB MOXKET OBITh TAaKkKe oOecredeHa 3a CuéT Jydiien Ko-
OpAVHAIMH MEIUIIMHCKOM TOMOIITH ¥ BBEACHUS IIEKTPOHHBIX
MEIUIUHCKUX KapT, K KOTOPHIM MO OBl OJXYYHUTH JOCTYTI
MHOXXCCTBO Pa3/IMYHbIX MCAUIHNHCKUX pa6OTHI/IKOB, C KOTO-
PBIMHU B3aUMOAEHCTBYIOT MAIUEeHTHI ¢ P3.

HNudpopmanuonnas moaaep:kka

Pesynbrarel OMpOCOB CBHICTEIBCTBYIOT O TOM, YTO Ia-
OUeHTH ¢ P3 u UX ceMbH HYXITAIOTCS B TPEAOCTABICHUH
nHpopMaIuu o 3a0o0JeBaHUM, MPUUEM HE TOJIBKO C KIMHH-
YeCcKoi ToYKH 3peHus. OueBHuIHA HEOOXOAUMMOCTh MPHOOpE-
TEHMsI KOHKPETHBIX 3HAHUI O 3a00JICBAaHWH, €TO JICUCHUU H
TTOCIIEAYIONIEM yXofe 3a marnueHToM. OIHAKO POIUTENH WIH
nauueHTsl ¢ P3 Takke yacto coo0IIatoT, YTO XOTEH OBl MOJTY-
YUTh HH()OPMAIIHIO O CBOMX COIMATBHBIX MPaBaX WM ITOMO-
IIIH, KOTOpasi M TIOJIOXKCHA T10 3aKOHY [8], O CyIIeCTBYIOIINX
rpynnax B3auMMHOH MOmIepKku [6, 9], 3ape3epBUPOBAHHBIX
BAaKaHCHAX B TOCYJapCTBEHHOM CEKTOpe AJS TMAaIMEHTOB C
Pa3IMYHBIMU TUIIAMH OTPaHUYEHUH [§], MOCHEeTHUX HAyYHBIX
uccaenoBaHusax B ooiactu P3 [6].

Pesynbrarel OMPOCOB MOATBEPAMIIM, YTO MHOTUM CEMbSIM
Heo0XoIMMa reHeTHYeCKast KoHCyabpTanus [6, 9]. M. Anderson
¥ COAaBT. MOKA3alli, 9TO TOBOJEHO YacTO PEOEHOK, Mocera-
IOIIMHA KIMHUKY, HE SIBIACTCS CAWHCTBEHHBIM OOJBHBIM pe-
06EHKOM B ceMbe [6]. BoceMb ceMeil M3 UX HCCIEIOBaHHUS CO-
ol o Opare Wik cecTpe, KOTOPBIE B HACTOSIIEE BpEeMs
CTpaJaoT OT TOTO € paccTpoicTBa, MPUYEM B HEKOTOPBIX
ClIydasix OJUH MM HECKONbKO feTel ymepnu us-3a P3. Takue
CEMbH MOTYT IHOJIYYUTh BHITOAY OT AOCTYIA K YCIyraM T'eHe-
TUYECKOTO KOHCYJIBTHPOBAaHUS, T. K. OOBSCHEHHE TUArHO3a
MOJKET MOBJIHATH Ha Oy/yIlee MIaHuPOBaHUE CEMBH [6].

HecMmorpst Ha TO, YTO JKeJIaHUE MOTYIUTh HHPOPMAIIHIO BE-
JIMKO, YIOBJIETBOPEHHE STOM MOTPEOHOCTH Ha JAHHBI MOMEHT
HEIOCTAaTOYHO. 3apETUCTPUPOBAHA TIOXAsT OCBEJOMIEHHOCTh
nanueHToB ¢ P3 o Buaax cornuanbHOM MOMOIIHM, KOTOPhIE OHU
MOTYT IOIy4uTh. Tak, B padorax [6, 8, 9] coobmaercs, 4yTo
Jake TaM, TIe MoAAepKKa JeHCTBUTEIFHO JOCTYITHA HA MECT-
HOM WJIM HAI[MOHAJILHOM YPOBHE, OOJIBIIMHCTBO YYaCTHUKOB
HE 3HAIOT 0 Hel. Y. Zurynski U COaBT. BBISABHJIM, YTO TOJIBKO
44.8% pomureneit (13 74,9% KeIaroONNX) MONXYIMIH TCHETH-
YeCKyro KoHCy/bTamuio [9]. B uccnenosannu M. Anderson u
coaBT. 57% cemell ObUIM «3aMHTEPECOBaHbI» MM «OYEHb 3a-
WHTEPECOBAHBI» B YYACTHH B TPYIIIC MONICPKKH CBEPCTHH-
KOB, HO MEHEE IMOJOBUHBI HAIIIHM IOIXOAIIYI0 Tpynmy [6].

[TosTOMy aKkTHBHOE pAaCHpOCTpPaHEHHE OTOH HHpOpMALUH
cpeu marueHToB ¢ P3 umeer OombIioe 3HaYCHUE.

UYro kacaercss GpopMbl MHPOPMHPOBAHUSA, TO OAMH W3
y9acTHUKOB onpoca R.M. Smits 1 coaBT. BRICKa3aJ MOKETaHUE
HUMETh HEKyI0 MaMITKy OT Bpauel ¢ YETKUMH MHCTPYKIHSIMU
U MOSICHEHUSIMH T10 IIJIaHy JiedeHus ux pedénka [11]. [TomoO-
HbIE MH()OPMAIMOHHbIE PYKOBOJICTBA MOTYT COAEPKATh CBEIC-
HUS O COLMAIbHOM U NICUXOJOTUYECKON MOJAEPHKKE U T. II.

Wudopmanuro manueHTs MOTYT MOIy4Yarh U3 Pa3HBIX HC-
TOYHUKOB. Hampumep, 310 MOTYT OBITH Bpauu 001 MpakTH-
KH, CTIeUaIuCThI o P3, cMeXXHbIe MEIUIMHCKHE PAOOTHUKH,
9KCIIEPTHI B 00IACTH TICUXUYECKOTO 3/I0POBbSI, @ TAKXKe Hpel-
CTaBUTENM OpraHu3alui MoAAep>KKH manueHToB [5]. HaBu-
raTopbl MAMEHTOB MOTYT OBITh CBA3YIOIINM 3BEHOM MEXKIY
CeMbEH M IPYIMMM yClyraMu. [pymIibl 3alluThl UHTEPECOB
HAaIEeHTOB MOTYT MOAKIIOYaTh BHOBb JUArHOCTHPOBAHHBIX
OONIBHBIX K MH(OPMAIMOHHBIM pecypcaM M HpPelOCTaBIATH
BO3MOXXHOCTU BCTPETUTHCS M MOTOBOPUTH C APYTMMH JIHLA-
MH, OCYIIECTBISIIOIIUMH yXOJ 3a JIETbMH C TaKHUM JKE pac-
crporicteoMm [10].

OcHOBHBIEC TTPOOIIEMBI B TIOTPEOHOCTH HMAMeHTOB ¢ P3 u
BO3MOXKHBI€ ITyTH MX PEIICHHs/yTOBICTBOPCHUSI CYMMHPOBa-
HBI B Ta0/IHLIe.

3akJjouenue

[TpoBenéHHOE HCcieOBaHNE, OCHOBAaHHOE HAa aHalM3e
OIIPOCOB OOJIBHBIX M MX CEMEM, MOKa3bIBaeT, yTo Joau ¢ P3
B pa3HBIX CTPaHaxX M C Pa3IMYHBIMU JMAarHO3aMH HMEEOT MHOTO
o0mux mpobiem u morpedHOCTeit. YacTo coobianock
0 HEYIOBIECTBOPEHHOCTH YCIYraMH 3[paBOOXPAHCHUS, BbI-
3BaHHOH B OCHOBHOM 3aJCp)KKaMH M OIIMOKaMH B JIHAarHO-
CTHKE. KpOMe TOro, 6OJ'II)HII/IHCTBO Y4aCTHUKOB 3asBJIAIN
0 TICUXOJIOTHYECKHUX MpoOiIeMax, HeIOCTaTOYHOCTH (PHHAHCO-
BOM TOJJIEP)KKH M HEXBaTke MH(POpPMAIMU. DTH Pe3ybTaThl
TMMOKa3bIBalOT, YTO MOCTAaBUHIMKaM MEIUIIMHCKUX YCIYT U Op-
TaHU3alusIM TOIJICPKKU IMAllMEeHTOB HEOOXOIMMO MPOBECTH
JOIOJTHUTENBHYIO paboTy B 3THX HampaBieHUsx. Tak, yiayd-
IICHHE 3HAHWH MEAWIMHCKUX paboTHHKOB o P3, cozmanme
MHOFOHpO(bI/IJ'leI)IX CIICAJIN3UPOBAHHBIX KIIMHUK U yE€TKHE
MyTH HalpaBJICHHUS K CIELHAIUCTAM MOTYT YJTy4lIHTh CBOCB-
PEMEHHOCTb W TOYHOCTH IMATHOCTHKH TaruenTos ¢ P3. Pac-
HIMPEHHE BO3MOXXHOCTH IICUXOJIOTHYECKOTO M T€HETHYECKOTO
KOHCYJIBTUPOBaHUS, Oyarogaps BKIJIIOYEHHIO IICHXOJIOTOB
Y TCHETHYECKUX KOHCYJIBTAHTOB BO BCE CIY)KOBI, TJ€ AUArHo-
ctupyrorcst P3, moMoXeT CHU3UTH YPOBEHb cTpecca y 00ib-
HbIX W HMX OIEKYHOB. Bxitouenue JOIIOJIHUTCIBbHBIX BHI0B
MOJICP)KKA B TMEpPEUYCHb YCIYT, KOTOPBIC MOKPHIBAIOTCS CH-
CTEMOii 31paBoOXpaHeHH s (HAIpUMep, TOMOIIb COLUAIbHBIX
pabOTHHKOB), 00eryuT Opemsi (PMHAHCOBBIX 3aTpaT MalUeH-
TOB M uX ceMed. Taxke HeoOxoauMa OosnbIias HHGOPMAIH-
OHHO-TIPOTIATaHANCTCKass paboTa s YIy4IIeHHs JOCTyIa
K 3IPaBOOXPAaHEHHMIO, JOMOIHUTEIBHBIM 3HAHUSM U yCIyram
TIOJZIEPIKKH JIToIsiM ¢ P3 1 MX ceMbsiM, YTO B KOHEYHOM HTOTE
NPUBEAET K MOBBILICHHIO Ka4eCTBa JKU3HH, CBA3aHHOIO CO
370POBBEM.

JUTEPATVYPA
(m.m. 2, 4-18 cm. References)

1. Bowmnosa B.IO., IllkonsaukoBa M.A., Haiiros3suna H.b. Pecypcer
OKa3aHHs MEIMLUHCKON MOMOIIM OOJIBHBIM C OpdaHHBIMH 3a00-
JIEBaHUSIMU B Pa3NIuuHbIX crpaHax. [oxmop.Py. 2018; (4): 6-13.
https://elibrary.ru/xpbepz

3. Bacuukuna E.C., KocrapeBa A.A. Penxue u Heus3BecTHbIE 3a00-
JIEBaHHUS — COBPEMEHHBIH TPeHA MEIULMHBL. Poccutickuil JicypHan
nepconanusuposannoti meduyunst. 2022; 2(2): 72-83. https://doi.
org/10.18705/2782-3806-2022-2-2-72-83 https://elibrary.ru/ckordv



46

Health Care of the Russian Federation - Volume 69 - Issue 1 - 2025
Review article. https://doi.org/10.47470/0044-197X-2025-69-1-41-46

Health care organization

REFERENCES

1. Voinova V.Yu., Shkolnikova M.A., Naigovzina N.B. Medical
care resources for patients with orphan diseases: a cross-country
comparison. Doktor.Ru. 2018; (4): 6—13. https://elibrary.ru/xpbepz
(in Russian)

2. Czech M., Baran-Kooiker A., Atikeler K., Demirtshyan M., Gaitova K.,
Holownia-Voloskova M., et al. A review of rare disease policies and
orphan drug reimbursement systems in 12 Eurasian countries. Front.
Public Health. 2020; 7: 416. https://doi.org/10.3389/fpubh.2019.00416

3. Vasichkina E.S., Kostareva A.A. Rare and unknown diseases are a
modern trend in medicine. Rossiiskii zhurnal personalizirovannoi
meditsiny. 2022; 2(2): 72-83. https://doi.org/10.18705/2782-3806-
2022-2-2-72-83 https://elibrary.ru/ckordv (in Russian)

4. XulJ., Yu M., Zhang Z., Gong S., Li B. Is sub-national healthcare
social protection sufficient for protecting rare disease patients?
the case of China. Front. Public Health. 2023; 11: 1198368.
https://doi.org/10.3389/fpubh.2023.1198368

5. Bogart K., Hemmesch A., Barnes E., Blissenbach T., Beisang A.,
Engel P. Healthcare access, satisfaction, and health-related quality of
life among children and adults with rare diseases. Orphanet. J. Rare
Dis. 2022; 17(1): 196. https://doi.org/10.1186/s13023-022-02343-4

6. Anderson M., Elliott E.J., Zurynski Y.A. Australian families living
with rare disease: experiences of diagnosis, health services use and
needs for psychosocial support. Orphanet. J. Rare Dis. 2013; 8: 22.
https://doi.org/10.1186/1750-1172-8-22

7. von der Lippe C., Diesen P.S., Feragen K.B. Living with a rare
disorder: a systematic review of the qualitative literature. Mol. Genet.
Genomic Med. 2017; 5(6): 758-73. https://doi.org/10.1002/mgg3.315

8. Sestini S., Paneghetti L., Lampe C., Betti G., Bond S., Bellettato C.M.,
et al. Social and medical needs of rare metabolic patients: results
from a MetabERN survey. Orphanet. J. Rare Dis. 2021; 16(1): 336.
https://doi.org/10.1186/s13023-021-01948-5

9. Zurynski Y., Deverell M., Dalkeith T., Johnson S., Christodoulou J.,
Leonard H., et al. Australian children living with rare
diseases: experiences of diagnosis and perceived consequences
of diagnostic delays. Orphanet. J. Rare Dis. 2017; 12(1): 68.
https://doi.org/10.1186/s13023-017-0622-4

Hupopmanus 06 aBTope

Tpubkosa Hpuna Bradumupoena, kauj. OHON. HAyK, BEJl. HAyY. COTp. OT/ENa UCCIe-
JIoBaHMi obmiectBeHHoro 310poBbs ['BY HUMO3MM [13M, 115088, Mockaa,
Poccust. E-mail: igribkova@yandex.ru

10. Chappell M., Parikh S., Reynolds E. Understanding the impact
of pediatric single large-scale mtDNA deletion syndromes on
caregivers: Burdens and challenges. JIMD Rep. 2023; 64(5): 375-86.
https://doi.org/10.1002/jmd2.12385

11. Smits R.M., Vissers E., Te Pas R., Roebbers N., Feitz W.F.J., van
Rooij I.A.L.M., et al. Common needs in uncommon conditions: a
qualitative study to explore the need for care in pediatric patients
with rare diseases. Orphanet. J. Rare Dis. 2022; 17(1): 153.
https://doi.org/10.1186/s13023-022-02305-w

12. Molster C., Urwin D., Di Pietro L., Fookes M., Petrie D., van der
Laan S., et al. Survey of healthcare experiences of Australian adults
living with rare diseases. Orphanet. J. Rare Dis. 2016; 11: 30.
https://doi.org/10.1186/s13023-016-0409-z

13. Bogart K.R., Irvin V.L. Health-related quality of life among adults
with diverse rare disorders. Orphanet. J. Rare Dis. 2017; 12(1): 177.
https://doi.org/10.1186/s13023-017-0730-1

14. Baynam G., Pachter N., McKenzie F., Townshend S., Slee J.,
Kiraly-Borri C., et al. The rare and undiagnosed diseases diagnostic
service — application of massively parallel sequencing in a state-
wide clinical service. Orphanet. J. Rare Dis. 2016; 11(1): 77.
https://doi.org/10.1186/s13023-016-0462-7

15. Vandeborne L., van Overbeeke E., Dooms M., De Beleyr B., Huys 1.
Information needs of physicians regarding the diagnosis of rare
diseases: a questionnaire-based study in Belgium. Orphanet. J. Rare
Dis. 2019; 14(1): 99. https://doi.org/10.1186/s13023-019-1075-8

16. Cardinali P., Migliorini L., Rania N. The caregiving experiences of
fathers and mothers of children with rare diseases in italy: challenges
and social support perceptions. Front. Psychol. 2019; 10: 1780.
https://doi.org/10.3389/fpsyg.2019.01780

17. Haukeland Y.B., Vatne T.M., Mossige S., Fjermestad K.W.
Psychosocial functioning in siblings of children with rare disorders
compared to controls. Yale J. Biol. Med. 2021; 94(4): 537-44.

18. Belzer L.T., Wright S.M., Goodwin E.J., Singh M.N., Carter B.S.
Psychosocial considerations for the child with rare disease: a review
with recommendations and calls to action. Children (Basel). 2022;
9(7): 933. https://doi.org/10.3390/children9070933

Information about the author

Irina V. Gribkova, PhD, leading researcher, Department of Public Health
Research, Research Institute for Healthcare Organization and Medical Management
of Moscow Healthcare Department, Moscow, 115088, Russian Federation,
https://orcid.org/0000-0001-7757-318X E-mail: igribkova@yandex.ru




