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OP®AHHBIE 3ABOJIEBAHUS, CBSI3AHHBIE C APTEPUAJIBHOM T'MIEPTEH3UE:
KJINHUKO-TEHETUYECKHUE U TPABOBBIE ACHHEKTBI IJUAT'HOCTUKHA
B KbIPTBI3CKOM PECNTIYBJUKE (AKCITEPTHBI OB30P)

H.b. Yeckuoosa, C.I. Konecnuuenxo, M.T. Iyiimienanuesa,
H.K. FOcynosa, A.K. Kanmypamosa, K.A. Anmazoekosa

AHHOMayus. AHannanpytoTca opdaHHble 3aboneBaHns, acCcoLMMpOBaHHbIE C apTepuanbHON rMnepTeH3ven, ¢ No3nLmMi
COBPEMEHHOMN KIMHUYECKOW W TeHEeTMYEeCKOW AMarHOCTUKM, a Takke WX MpaBoBOe perynvpoBaHve B Kbiprbiackon
Pecnybnunke. PaccmaTpuBaloTcsl OCHOBHblE KaTeropun peakvx rmnepTeH3UBHBIX COCTOSIHUA — MOHOreHHble opMmbl,
HacnefcTBEHHble 3HAOKPUHOMATUW, COCYAUCTbIE W  MWUTOXOHAPUWanbHble CUHOPOMbI, MOKasaH CyLUECTBYOLLMWIA
paspbiB Mexay MeXOyHapoAHbIMW [OMarHOCTUYECKMMWU CTaHAapTaMn W peanbHbIMU BO3MOXHOCTSIMUA  CUCTEMBI
3gpaBooxpaHeHns. Ocoboe BHMMaHWE yAeneHo MOCneAcTBUSM NO3AHEN AUArHOCTVIKM U OTCYTCTBUIO MOFEKYNSPHO-
reHeTU4ecknx MeTodoB, YTO BedeT K HeadEKTUBHOMY NMEYEHUIO N paHHel MHBanuausauum naumeHTos. B npaBoBom
pasfene NpeAcTaBneH aHanva AencTByloLero 3akoHodatenbctea Kbiproisckon Pecnybnuku B obnact opdaHHbIX
3aboneBaHuii, BbIsiBNIEHb HOPMaTVBHbIE NPobenbl U NpeanoXeHbl HanpaBneHust Nx ycTpaHeHus. B pabote Bnepsble
CMCTEMHO 0ObeAMHEHbI KNMMHUYECKMe, reHETUYECKME 1 NPaBOBbIe acneKTbl ANarHOCTUKM peaknx opM apTepuanbHon
rMNepTeH3nn, YTO NO3BONAET NPEANOoXNTb NPAKTUYECKMe Warn No co3naHuio HauMoHanbHON CUCTEMbI MOMOLLI.

Knoyeeble criosa: apTepuanbHasi rmnepTeH3usi; opdaHHble 3aboneBaHUsl; MOHOreHHble OOpMbl; reHeTudeckast
AMarHoCTUKa; BTOPUYHAs TWMEPTEH3Ws; 3aKOHOAATenbCTBO; peakve 6onesHu; Kbiproisckas Pecny6ruvka; cuctema
3[paBOOXpaHeHNst; NPaBoOBOe perynupoBaHye.

APTEPUSJIBIK TUNIEPTEH3USI MEHEH BAMJIAHBIIIKAH OP®AHJIBIK OOPYJIAP:
KBIPT'BI3 PECITYBJINKACBIHJAAT' BI KIMHUKAJIBIK-'EHETUKAJIBIK
KAHA YKYKTYK JUATHOCTUKA ACOHEKTTEPHU (QKCHHEPTTUK CEPEI)
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AHHomauusi. Byn Makana apTepusnblk TMNEPTEH3Uss MeHeH OalnaHblllkaH celpek Kesgellyyyy (opdaHablk)
oopynapablH KMUHUKambIK XaHa reHeTuKanbIKk e3revenykTepyH Tangooro, oworaon ane Kelprbid PecnybnukaceiHaars!
anapgblH YKYKTYK >XeHre canblHyycyHa apHanraH. ABTOPSIOp TMMNepTeH3WsHbIH Hermarn opdaHablk TYprepyH —
MOHOreHAVK hopmanapbl, TYKyM Kyyma 3HAOKPUHAMK 0Opynapabl, TaMbIpAbIK )XaHa MUTOXOHAPUATbIK CUHAPOMAOPAY
kapan ubirbiwar. Makanaga an apanblk cTaHAapTTap MeHeH ynyTTyk npakTUuKaHblH OPTOCYHAArbl aiblpMayblnbIKTap,
e3rede Monekynasnblk-reHeTUKanblK AWarHOCTUKaHbIH JKETULLCM3AWUTM XaHa aHblH GenTantapdblH  AapbloocyHa
TUArM3reH Taacupu kepceTynreH. MbiHOaH Thiwkapbl, Keiprbida PecnybnukacbiHoa opdanablik oopyrnap 6GotoHya
MbIi3amMabIK HErmsgep aHanusgeHun, ydypparbl OGOLTyKTap »aHa anapAbl >KOWYHYH >OMAopy CyHyLuTanraH.
MakanaHblH ©3reqenyry — KnuHuKanblk, reHeTukanblkK xaHa YKyKTYK acrnekTTepan KaMTbiraH KOMMMEKCTYY blkma, byn
erke/e Celpek kesaeLlyyyy runepTeHans hopManapbiH 9pTe aHbIKTOO XaHa KaTToo CUCTeMachlH Ty3yyre ebenre Ty3eT.

TyliyHOyy ce30ep: apTepusnbIk rMnepTeH3ns; opdaHablk oopynap; MOHOreHAVK doopmanap; reHeTukanbik AMarHocTuKa;
3KUHYM TMNepTEH3NS; Mbln3am; ceiipek oopynap; Kbipreid Pecnybnukachl; canamatTblK CAkTOO; YKYKTYK XXeHre canyy.
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ORPHAN DISEASES ASSOCIATED WITH ARTERIAL HYPERTENSION:
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Abstract. This expert review analyzes the orphan diseases associated with arterial hypertension from clinical, genetic,
and legal perspectives within the Kyrgyz Republic. The authors describe major categories of rare hypertension-
associated disorders — including monogenic forms, hereditary endocrinopathies, and vascular and mitochondrial
syndromes — and highlight the diagnostic gap between international standards and the current capabilities of the
national healthcare system. The paper emphasizes the consequences of delayed or missed diagnoses due to the lack
of molecular genetic testing, resulting in ineffective treatment and early disability. The legal analysis reviews the current
legislation of the Kyrgyz Republic concerning rare diseases, identifies regulatory gaps, and proposes steps to improve
their practical implementation. The novelty of the article lies in its comprehensive interdisciplinary approach that
combines clinical, molecular-genetic, and legal dimensions, forming the foundation for developing a national framework
for the diagnosis and registration of rare hypertensive disorders.
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BBenenune. AprepuanbHas runeprensust (Al)
SIBISIETCS TIIOOABHON ITUIEMIed U BeIyIIuM (ak-
TOPOM pHCKa CEPACYHO-COCYIUCTOH CMEPTHOCTH
Bo BceM mupe. Kuipreisckas Pecnyonuka (KP) e
SIBJISIETCS] UCKITIOUCHHUEM: TI0 TAaHHBIM SITHIEMHOJIO-
THYCCKUX HAONIONEHUH, pacipocTpaHeHHOCT Al
Cpenu B3pOCIOr0 HACEJCHUS CTAaOWIFHO BBICOKA
(3744 %), popmupyst OCHOBHOH BKJIaJ B CTPYK-
TYpy CMEPTHOCTH OT OOJIe3HEH CHCTEMBI KPOBO-
obpamienus [1]. Kak u3BeCTHO, THIIEPTOHUYECKAS
6one3np (I'B) cocraBnseT mpeodIalaronIy0 4acTh
cinydaeB Al (mo 90 %), Torma Kak BTOpUYHBIE
(cuMrniTomarndeckue) (HOpMbI HEPEIKO OCTAKTCS
B TCHU JMATHOCTUYECKOTO BHUMAaHHUS Bpaueil. Mx
JI0NIsT B OOIIeH MOMMYISIIINY MAIMEHTOB OLCHUBACT-
ca B 5-15 %, oqHako B OTAEIBHBIX KIMHUYECKHX
rpynmnax (MOJOJOH BO3pAacT, PE3UCTEHTHOE Tede-
HUE, BHE3a[THOE HAyaJlo 3a00JICBAHUS) OHA MOXET
nocturath 30 %. Dta kareropusi OOIBHBIX 0C000
HYXJIAeTCsl B CBOCBPEMECHHOW JMATHOCTHUKE C IIPO-
BEJICHUEM JOMONHUTEIBHBIX OOCICIOBAaHUN IS
BBISIBIICHUS! KOHKPETHOW TPHYUHBI, BBI3BIBAIOIIUN
moBeiieHne AJl [2].

Buytpu rpymmel BropuuHbix Al BhIAenseTcst
mys1 penkux (opdaHHBIX) 3a00JIeBaHMIA, MHOTHE W3
KOTOPBIX HMEIOT TeHETHYECKYIO MPHPOAY (MOHO-
rerHbie opmbl Al, HacleJCTBEHHbBIE YHIOKPHHO-
MIATUW) WIN SBISTIOTCSI PEIKUMHE COCYIMCTHIME aHO-
ManusmMu. OpdaHHble 3a00JIEBaHNS B CBS3H C HU3-
KOU pacrpocTpaHeHHOCThIO (MeHee 10 ciydaeB Ha
100 TBIC. HaceJeHUsI) U YacTO HecHeupUIeCcKoM

KIIMHUYECKOW KapTUHOW, TPEACTaBISIIOT cO00i
«IUATHOCTHYCCKUU BBI30OB» JUIS JIIOOOH CHCTEMBI
3[paBoOXpaHeHus. be3 cBoeBpeMeHHOH Bepu(puKa-
UM IUAarHO3a y TaKWX IAlUCHTOB Tepamus Hedd-
(bekTHUBHA, YTO MPHUBOAMT K OBICTPOMY PA3BUTHIO
pesucteHTHOM Al, mopakeHUIO0 OpPraHOB-MHUIICHEN
(ceprie, MO3T, TIOYKH) B MOJIOJIOM BO3pacTe M, Kak
CIICICTBHE, K PaHHEW WHBAIMAM3ALUH U CMEPT-
HOoCcTH [3].

AKTyaJbHOCTBb. AKTyaJbHOCTb IPOOIEMBI
opdannbix 3aboneBannii B KP mMmeer He TONBKO
MEIUIMHCKUH, HO W COIMaIbHO-I)KOHOMHYECKHUI
KoHTeKCT. Ha (hoHe BBICOKOTO YpOBHS pacmpocTpa-
HeHHOcTH runeproHnueckor ©Oonesnn (I'b) [1]
W CEPhE3HBIX €€ OCJIOKHEHWH (MHCYJIBTHI, HH)AP-
KThI), IMAarHOCTUYECKUN (POKYC B CTpaHe CMEIICH
Ha yIpaBieHNE TPATUIINOHHBIMH (PaKTOpaMu prCKa
CEpJIEYHO-COCYIUCTHIX 3a00seBaHmil. B momassito-
meM OONBIIMHCTBE CiydaeB opdaHHbIe 3abole-
BaHMs OCTAIOTCSI HEPACIIO3HAHHBIMHU HJIHM IO3HO
JMAarHOCTHPYEMBIMH 3a00IeBaHUsAMHE. OTYacTH 3TO
MOXET OBITh CBSI3aHO C TE€M, YTO BPAY-KIHHUIKCT
(kKapamoIIor, TepareBT, SHAOKPHHOJIOT) €KETHEBHO
CTaJIKUBAETCs ¢ MpoOiIeMoll «(HEeHOTHITNIECKON MH-
MHUKPUN» — Pa3THIHBIMI IO STHOJIOTHH U TTaTOTEHE-
3y 3aboieBaHHsAMHU (HarmpuMmep, cuuapoMm Jlumina,
CEeMEHHBIN TumepaibaocTepoHn3M | Tuma, nedwu-
uut 11B-rugpokcuinassl) MOTyT MaHU(ECTUPOBATDH
HUACHTUYHBIM KIMHUYECKAM CHHIPOMOM: TSKe-
nast AT, THUIIOKaIMeMusi U HU3KUI ypOBEHb PCHUHA
B muasMe [4]. B ycnoBusix mpakTU4ecKd MOJIHOTO
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OTCYTCTBHSL B CTpaHC KIIOUEBBIX BEpUPHIUPYIO-
LIMX TEXHOJIOIUH — B IIEPBYIO OUEpelb, MOJIEKYIISp-
Ho-reHeTnueckoro tectupoanusi (NGS — Next-
Generation Sequencing, CEKBCHHPOBaHHE HOBOTO
MIOKOJICHUS; CeKBEHHpOBaHMUE 1Mo CaHrepy) M TaH-
JIEMHOH Macc-CHeKTPOMETPHUHU Ul aHajlIu3a CTepo-
UTHOTO TPO(UIST — KIMHUAIUCT JHIICH KaKuX-I100
HHCTPYMEHTOB JIUIsI TpoBeneHus auddepeHimain-
HOTO JHarfHo3a.

OTO NPUBOIUT K LIEJIOMY Py HETaTUBHBIX TO-
ciencTBuid. Bo-mepBbIX, ManMeHTaM HazHadaeTcs
CTaHJAapTHAs Tepanus (MHTHOUTOPHI aHTHOTECH3UH-
mpeBpaiatoniero GepMeHTa, OIOKaTopbl PerenTo-
POB aHTHOTEH3MHA), KOTOPasi IPU MHOTUX MOHOI'€H-
HBIX (opMax (HampuMep, mpHu cuHApoMe Jlmpmna,
TpeOyroleM crequpuueckod Tepanuu aMUIOpH-
JIOM, WM TIPU CEMEHHOM THIEepabI0CTCPOHI3ME
I Tuna, roe mokazaHo Ha3HAYEHHE TIIFOKOKOPTHKO-
UJIOB) HE TOJBKO Hed((eKTHBHA, HO U yCYTyOIsI-
€T TedyeHue OOJIe3HH, YCKOpsAs MOPAKEHHE IOYeK
u cepaua [5].

Bo-BrophIx, 310 (hopMEpyeT (peHOMEH «aua-
THOCTUYECKON OAMCCEeM»: MAIMEHT UIUTEIBHO (TO-
JlaMH, MHOTAA U JECATHIETHSIMM) IOCEIIaeT pas-
JUYHBIX CIICHHUAINCTOB (KapIHONIoT, HEe(pOJIOorT,
9HJIOKPUHOJIOT, HEBPOJIOT), MOJyYaeT JIeYeHUe IO
nosony ['b, mim xpoHmYeckoro rmoMepynoHedpH-
Ta, WM JPyroil Hamboiee BEpOSTHOW AJs Bpada-
KJIMHUIMCTA TPUYUHGI MOBBIIEHUS AJl, HE nMes
IIaHCa Ha MOCTAHOBKY NPaBUJIIBHOIO JUarHo3a
U TIOJlyYeHUE TaToreHernyecko tepamuu. Hako-
Hell, Hanbosee OCTPOH MPOOJIEeMO SIBISETCS BEI-
COKasi CONMANbHO-?KOHOMHYECKas Harpy3ka Ha
oOmiectBo. Jleo B TOM, UYTO pedb UIET O MOJOIBIX
MalMeHTax TPYAOCHOCOOHOTO BO3pacTa, KOTOpHIE
JIOBOJIBHO OBICTPO HWHBAIUIU3UPYIOTCS B CBSI3U
C pa3BUTHEM OCIOXHEHHUU Tsokenoit Al (Tepmu-
HaJlbHas IMOYeYHasi HEAOCTAaTOYHOCTh, FeMOpparu-
YEeCKHE WHCYIBTHI, TSDKeNas cepieuHas HEIOoCTa-
TOYHOCTh) U3-32 OTCYTCTBHS CBOEBPEMEHHOMH jaua-
THOCTHKH, CTOUMOCTh KOTOPOU (Hampumep, OIHOU
TeHETUYECKOM MaHeIM) ropasgo HHUXKEe CTOMMOCTH
OJTHOTO TOJ[a MIPOTPaMMHOTO TeMOANANN3A M I10-
JKU3HEHHOTO yXOJa 3a MAalMeHTOM II0Cie IepeHe-
CEHHOTO MHCYIIBTA.

OTCyTCTBHE HALMOHAJILHOIO PErucrpa mo op-
¢anneiM A" 1 mpo0enbl B 3aKOHOAATEIIEHOM PETy-
JUPOBAHUHU JIEJAI0T 3Ty NPOOJIEeMy «HEBHIMMOW»

JUISL OpPTaHHU3aTOPOB 3JIPABOOXPAHEHHS, YTO 3aMbl-
KaeT MopouHblid kKpyr. Takum oOpas3om, aHaIu3 UMe-
IOIIUXCS] TMAarHOCTHYECKUX W HOPMAaTHBHO-IIPABO-
BBIX 0apbepoB SIBISIETCS HE MPOCTO HAyYHOH, HO
1 MPaKTUYECKON 3a/1a4eil, pereHre KOToOpou cyiie-
CTBEHHO BJIMSIET Ha MPOAOJIKUTEIBLHOCTD, KaueCTBO
KHU3HU B 00eCTIeYeHUE peaTn3aiii KOHCTUTYITHOH-
HBIX npaB rpaxxaad KP Ha oxpaHy 310poBbS.

AHanu3 KIMHN4YecKoil cutyanuu. [Iposeaen-
HbIi HAMH aHAJIN3 TEKyUIeH KIMHUYECKOW MPaKTH-
ku B KP Ha mpumepe kimtodeBbIX ophaHHBIX GopM
AT BbIsBIsIeT IIYOOKUH Pa3pblB MEXKAY MEXIyHa-
POIHBIMH CTaHAApPTaMH JUATHOCTHKH U PEalbHbI-
MH BO3MOXKHOCTSIMH CHCTEMBI 3ApPaBOOXPAHEHUS.
DTOT pa3pbiB MOKHO MPOJAEMOHCTPUPOBATH HA HU-
JKECJIEAYIOUINX IpUMepax.

Heitpoanookpunnsle onyxonu u IHOOKPUHO-
namuu (peoxpomoyumoma, 6onesnv Hyenxo —
Kywiunea). 1lpu nopo3peHnH Ha HAacJE/ICTBEHHbBIE
(bopMBI (HeOXPOMOLIUTOMBI U TTAPAraHIIIUOMEI, SIBJISI-
IOIIUECS] IPUUMHON TSKEIJIOH, 4acTO MapoKCH3Malb-
Hoit AI, B KP nmoctymHbl METOOBI BU3yalIH3allUH
(rxommbrotepHas Tomorpadus (KT) u marauTHO-pe-
3oHaHcHas Tomorpadus (MPT)), criocoOHBIE B 00ITh-
IIMHCTBE CITy4aeB BBISBUTH OIMYXOJIb HAIMOYCYHUKA.
«30JI0TBIM CTaHAAPTOM» OHOXUMHYECKOH JuarHo-
CTHKH SIBJISIETCS OTpeieiieHue CBOOOTHBIX MeTaHed-
PHHOB ¥ HOpMETaHE()PUHOB B TUIA3ME HJIH CYTOYHOU
Move. Ho 3TOT aHanmu3 BBITIONHSAETCS OTPaHUYEHHO.
OH JOCTYIICH JIUIIB B YaCTHBIX JIAOOPATOPHSIX.

KitoueBast mpobiieMa 3akirodaeTcst B TOM, 4TO
10 40 % Bcex (heoXpOMOITUTOM SIBIISFOTCS HACTICI-
CTBEHHBIMH U OOYCJIOBJICHBI MYTAallMsSIMH B TeHaX-
cynpeccopax omyxosei (Hanmpumep, VHL — ren,
CBsI3aHHBIA ¢ Oone3Hbplo GoH Xwummens — JluHnay,
nmn reH NF1, Be3bBatomuii Helipodudpomaros
1-ro tuna), nporoonkorenax (red RET — Bei3biBa-
IOIIUI  CHHAPOM MHOYKECTBEHHON 3HIOKPUHHOU
Heoriazuu (MOH) 2-ro Tumna) wim reHax cyobenu-
HUIL] MUTOXOHApHAIbHOrO KoMmIuiekca Il — cykuu-
Hatneruaporenassl [2]. B KP orcyrcrByeT reneru-
YECKOe TeCTUPOBAHME IS ATOM IPYIIIBL, YTO Jelia-
€T HEBO3MOXKHBIM:

a) BBIIBJICHUE CEMEUHBIX (OPM;

0) azmekBaTHOE IMJIaHMpOBaHUE 0ObeMa omepa-
1uu;

B) TPOBEICHUE KACKaJHOTO CKPUHHWHTA POI-
CTBEHHUKOB.
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[MocnencTBusiMu 3TOTO TMpoOena Juis Taru-
€HTOB ABJISIOTCS 3aJlepKKa B IMOCTAHOBKE TOYHOTO
JIMarHo3a, 4To BeJeT K BbIOOPY HEONTUMABHOM
TAaKTUKU JIEYEHMs, MPOrPEeCcCUPOBaHMIO 3aboJieBa-
HUS ¥ Pa3BUTHIO TSKEITBIX OCIOKHEHUH.

Cxoxast cuTyanusi HaOmomaercsi ¢ O0Je3HBIO
WNuenko — Kymmnra. HecMoTps Ha A0CTymHOCTD
CKPUHMHTOBBIX M 0a30BBIX TECTOB (OIpenesieHue
KOpPTH30J1a, Manas W OoIblas JeKCaMeTa30HOBEIC
mpo6sl) 1 MPT rumodusa, cenekTuBHBIA 3a00p
KpPOBH M3 HW)KHUX KaMEHHUCTBIX CHHYCOB — KITFOUe-
Boii Mertonm il uddepeHnaIbHOl TUarHOCTH-
KM MEXJy aJeHOMOW rumnodusa, mpoayIupyomei
aapeHoKopTUKOTpoIHbIA ropmMoH (AKTT), u axTo-
nuueckoil mpomykmmeit AKTI [2] — B pecmy6mm-
Ke HE NPOBOAMUTCA. DTO MPHUBOIUT K JHArHOCTH-
YeCKMM OIIMOKaM M BBHIOOPY HEBEPHOH TAaKTHUKU
JICYCHHUS.

Momnozennvie ¢popmor AI'  (kananonamuu
u IH3UMOnamuu). DTO HAMOOJICC CIIOXKHAS IS
JMAarHOCTHKM Tpymmna penkux 3adoneBanuid. Ona
BKJIIOYAET B ce0s Takue HO30JIOTUH, KaK CHHIPOM
Jlupnna, cunapom lopaoHa, BpPOXKIEHHYIO TH-
MepIUTa3uio HAAMOYCYHUKOB ¢ nedumurom 11[3-
n 17o-ruapokcmnas, a Takke ceMeiHble (GopMbl
runepanpgocreponnsma [-IV tumna [6]. Bece st
COCTOSIHUSI MaHH(ECTUPYIOT B MOJIOJIOM BO3pac-
Te Tshkenor Al, 4acTo B cOUETaHUU C AEKTPOJIUT-
HBIMH HApYIICHUSAMHU (THIIO- WA TUTICPKATUSMHS).
Onpeznenenue MeKTPOIUTOB (Kanuil, Hatpuil) B KP
JOCTYIIHO, OHAKO ONpEeNCHHE allbA0CTEPOH-pe-
HUHOBOT'O COOTHOIIIEHUS] — CKPUHUHIOBOT'O TECTa Ha
MIEPBUYHBIA THIEPATBIOCTEPOHU3M — MPOBOTUTCS
OrPaHUYECHHO (TOJNBKO B YAaCTHBIX JIAOOPATOPHSIX)
W HEe Bcerma ¢ coOMIoIeHWEeM BceX IpaBmil cOo-
pa aHanu3a.

Jaxxe ecim NEepBUYHBIM  THMIEPaIbAOCTE-
POHU3M ¥ 3aIlONO03pCH, NalbHeWInas BepHdUKa-
WSl 3aTPYJAHUTENIbHA, TaK Kak: JJIs BPOXKICHHOM
TUIEpNa3uy  HaamodecHUkoB  (aepuuur  11f3-
n 170-Tuapokcunaz — (EpMEHTOB CTEpOHIOTe-
He3a) TpelyeTcs ompeneneHue NPoGUIsL CTepo-
uaHBIX TOopMOHOB (11-me3okcuxoprnzon, 17-OH-
MPOreCTEPOH, JI€30KCUKOPTUKOCTEPOH) METOAOM
TaHJEMHOM Macc-crekTpomeTpun [6]. DTOT MeTox
B KP orcyrcryer.

B  orcyrcTtBMe  TaHIEMHOHM ~ Macc-CIEK-
Tpomerpuu B KP nis AuarHOCTUKH BpOKAEHHOU

THIIEPIUIA3UH  HAAMOYEYHHUKOB MOTYT HCIIONIB30-
BaTbCsl KOCBEHHbIE OMOXMMHYECKHE MapKephl, Ta-
KM€ KakK IOBBIIIEHHBIH ypOBEHb |7-ruapoKcuIpo-
recTepoHa B KPOBH, OJTHAKO HUX YYBCTBUTEIBHOCTb
U CHCHU(PUIHOCTD 3HAYUTEIBHO HIDKE, YTO YacTO
MIPUBOJUT K JIOKHOOTPHULATEIBHBIM MIJIH JIOKHOIIO-
JIO)KUTEIBHBIM pe3yNbTaTaM U 3aTPYIHICT TOUHYIO
MIOCTAaHOBKY JuarHo3a. A s cuHapoma Jluan-
na, IopnoHa u ceMelHbIN runepanbIOCTEPOHU3M
I-IV Tuma OKOHYaTEIbLHBIA IMATHO3 MOXKET OBITH
YCTAQHOBJIEH TOJBKO MOJICKYJISIPHO-TEHETHIECKUM
MeTonoM. K HUM OTHOCHUTCS TOMCK MyTalui B Tre-
HaX, KOIUPYIOUMX CYObEAMHUIBI SITUTEIHATBHOTO
HarpueBoro kanaia (SCNNI1A/B/G, Be3bIBaromie-
ro cuHapoM Jlmamia); reHax KWHA3, PETYIUpYIO-
X rmoueuHbie HoHHbIe Kanamsl (WNK1/4, CUL3,
KLHL3, Bb3biBatonux cuHApoM [OpaoHa); wim
reHax, CBA3aHHBIX C NPOAYKLUMEH allbJoCTepOHa
n (yHKIMEH HOHHBIX KaHAJIOB B HAANIOYCUHHKAX
(CYP11B1/B2, KCNJ5, CACNAI1H) [7].

VYduTeIBas Hall KIMHUYCCKUH OMBIT paloTHI,
B KP Bcs 3Ta 00mupHas rpynmna naiueHToB ¢ yKa-
3aHHBIMH Oop¢aHHBEIMU Al muarHocTupyercs B HC-
KIIIOUUTENIBHO PENIKUX cydasix. Bpauu BeIHYKIEHbI
CTaBUTh 3TUM TIAIMCHTAM JIHarHo3 «l umepToHu-
yeckasi O0JIe3Hb» U JICYUTh UX SMIUPUYECKH, B TO
BpeMsl Kak crenu(puueckasl MaToreHeTHYecKas Te-
panus (aMWJIOpUJ, THA3UIbl, TIIOKOKOPTUKOUIBI,
CTIIMPOHOJIAKTOH) MOTJIa OBl MOJHOCTHIO KOHTPOJIH-
poBatb ux Al 1 IPEeOTBPATUTH OCIIOKHEHHUS.

Cocyoucmule u mynbmucucmemusie Qopmel.
JuarHoctrka (GUOPOMBIIICYHON TUCIDIA3HA [TOYC-
HbIX aprepuil B KP BBINIAAUT HECKOJIBKO ONTHUMHU-
cTU4YHee. B KpymHBIX HEHTpax AOCTYIHBI METOIbI
HenHBa3uHOH anrmorpaduu (Y3U c mommiepom,
KT- u MP-anruorpadus), no3BoJSIIOIIKE C BHICO-
KOH TOYHOCTBIO BepUPHUIMPOBATH AUaruo3 [8]. Tak-
e B CIELUAIN3UPOBAHHBIX COCYIUCTBIX LIEHTPax
BBITIOJIHSACTCS DHJIOBACKYISIPHOE JieueHue (OalioH-
Has aHruoriactuka). OAHON U3 IaBHBIX MPOOIEM
oCTaeTcs HM3Kas KIMHHYECKas HACTOPOKCHHOCTH
Bpayeil kKak MepBUYHOTO 3BE€HA, TaK U KapAHOJIOTOB
B OTHOIICHWM (HOPOMBIIICYHON ANCIUIA3UH Kak
npuanHbl Al

MuToXoHApHAIbHBIE CUHIPOMBI [9] (Hampu-
Mep, MELAS - MuTOXOHIpHaNbHas 3HIE(aIo-
MHUOMATHUS, JAKTaT-allu03 M HHCYIBTONOAOOHBIC
SMU30/Ibl) C MOPaXEHUEM IMOoYeK M BTOpUYHOH Al
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Ha TEHETHYECKOM YpPOBHE HE IHAarHOCTHPYIOTCS,
Tak kak B KP orcyrcTtByer aHaiu3 MUTOXOHJIpU-
anpHoM JIHK. Jlnarnos, kak rnpaBuio, HE CTaBUTCSA
BOBCE WJIM YCTAHABJIMBACTCS IMO3[HO, HAa CTaJUH
pa3BEepHYTHIX MYJIBTHCHUCTEMHBIX MPOSBICHUH (WH-
CYJIBTONOAOOHBIE 3MU30/1bl, MUOMIATHUS), U JICUCHHUE
HOCHT UCKJIFOYUTEIBHO CUMIITOMATHYCCKUI XapakK-
Tep.

BrIsiBlIeHHBIC JUATHOCTUYECKUE MPOOEIBI SIB-
JISIOTCS CJIEACTBUEM CHUCTEMHBIX IPOOJeM 3/1paBo-
oxpanenust KP. 1 kmoueBsIME OapbepaMul SIBISIOT-
C OTCYTCTBHE LEHTpaIM3allMd M CIELHalu3upo-
BaHHBIX PePEPEHCHBIX JTA0OPATOPUH Il TEHETUKH
n MertabonoMuku. Takxke 3aciyKUBaeT BHUMaHHS
TEXHOJIOTUYCCKUH 1 KaJIpOBBIH TeHHUINT.

IIpaBoBble acneKTbl peryJupoOBaHUA Op-
(hannpIxX 3a00/1eBaHMIT: MeKIYHAPOIHBIH OINBIT
U HAUMOHAJIbHBII KOHTEKCT.

IIpobnema penxux (ophaHHBIX) 3a00ieBaHUN
BBIXO/IUT 32 Mpeelibl MEJUIIMHCKON TIOCKOCTH, 3a-
TparuBasi paBoOBbIC, COLUAIBHBIC H SKOHOMHUYECKUE
MEXaHU3Mbl 3/IpaBOOXpaHeHUsA. MexITyHapOAHbIH
OTIBIT MOKA3bIBACT: UMEHHO HAJMYME HOPMATUBHOM
0a3pl CTaHOBUTCS pEIIAIOIINM (AKTOPOM ycIiexa
B TIOMOIITH MAIUeHTaM ¢ Op(haHHBIMU MTATOIOTUSMHU.
Tak, B EBponeiickoM coro3e aeictByeT PertameHT
(EC) Ne 141/2000, 3axpenstronuii ToHsITHE OpdhaH-
HOTO 3a00JIeBaHUs U MEPbl FOCYIapCTBEHHON IOJ-
JICP’KKH, BKIIOYAs YCKOPCHHYIO PETHCTPAIMIO Jie-
KapcTB, HAJIOTOBbIE JIIOTHI U JOCTYII K CIIELHaH-
3upoBaHHbIM 1leHTpaM [10]. B CIIJA ananornunsie
rapaHTU# MpeaycMoTpeHsl 3akoHoM «Orphan Drug
Act» (1983 1) [11], a B Poccuiickoit Denepanum —
¢denepanbubiM 3akoHOM Ne 323-D3 u nmocraHoBIe-
nueM [IpaButensctBa PO Ne 403 [12], roe yTBepxk-
JIEH TepedeHb PeIKUX HO3O0JOIHM, MOAJIEKAINX
TOCYIapCTBCHHOMY O0ECIECUEHHUI0. DTH MOJIENH T0-
Kazajil, YTO IOPUAMYECKOE MpHU3HAHUE Op(haHHBIX
OoJie3Hel CTaHOBHUTCS OTHPABHOMN TOUKOH 171 op-
MHUPOBaHHUA KIMHUYECKHX MapLIPyTOB, PETUCTPOB
U TIPOTPAMM JICKAPCTBEHHOTO 00ECICUCHUSL.

B naweii crpane B 3akoHe KP «OG6 oxpane
3M0poBbs TpakaaH B KeIpreickoit PeciryOnmkey
(B penakuuu ot 7 aBrycta 2024 roga Ne 163) BbI-
JiesieHsl penkue (opdaHHbie) 3a00IeBaHUs KaK ca-
MOCTOSITEIIbHOE HarpaBlieHUe OKa3aHWs MEIULIMH-
ckoit momonu (miaBa 7, crateu 74—75). B crarbe
75 3aKoH ompenenseT oppaHHbIE 3a00JICBaHUSI KaK

«TSDKENBIE  XPOHUYECKHE IIPOrPECCHUPYIONINE CO-

CTOSIHUSI, IPUBOJAIINE K MHBAJUIHOCTH WM CHU-

KEHUIO OXKHJAEMOW TMPOJOIDKUTEIHLHOCTH  YKHU3-

HU, TIPH YacTOTE, HE MpEeBBINIAIONICH O(UIIaTBHO

ycTaHoBlIeHHOTO ypoBHs» [13]. CornacHo myHKTam

2-3 9TO# CcTaTh, KPUTEPUH U TOPSIOK OTHECEHHS

3a00JICBaHUN K PEIIKUM, a TaKKe MepedyeHb JieKap-

CTBEHHBIX CPE/ICTB U MEIUIUHCKUX U3IEIUN IS UX

JICYCHUST TOJDKHBI yTBepkaatecst Kabmnerom Mu-

nuctpos KP.

Takum 00pa3oM, Ha 3aKOHOJIATEIILHOM YPOBHE
y)Ke 3aJI0KeHa NpaBoBas OCHOBa i (OpPMUPOBa-
HUSl HAIIMOHAJIBHOW CHCTEMBI IMOMOIIH TallMeHTaM
¢ penkuMu 3a0oaeBaHuAMU. OTHAKO COOTBETCTBYIO-
IIMe MOJ3aKOHHBIC aKThI, BKIIOUAs YTBEPKIAEHHBIN
NepeUYeHb pelKUX 3a00JeBaHUN U MOPAIOK UX Jie-
KapCTBEHHOT'O 00ECHEYCHHS, [TOKa HE OIyOIMKOBa-
Hbl. OTCYTCTBYET TaK)Ke €JUHbII roCcy1apCTBEHHBIH
PETUCTp MALMEHTOB U (PMHAHCOBBIN MEXaHU3M, TIO-
3BOJIAIOLIUI MOKPBIBATh PacXoibl Ha AMArHOCTUKY
U JIEYEHHE, BKIIIOYasi TEHETUUECKUE MCCIICOBAHMUS.
D10 co31aéT NMPaBOBOW M OpPraHM3AaLMOHHBIA pa3-
PBIB MEXKIly MPUHATHEM HOPMBI 3aKOHA U €€ mpakx-
THUYECKOU peanu3anuen.

BsiBoabl. Mbl cuntaem, 4To JUist IPEOI0JICHUS
BBISIBIIGHHBIX MPOOENIOB 1IeJ1eCO00pa3HO peann3o-
BaTh CIIEAYIOIINE HIaru:

»  yYTBEpIUTHh HAIMOHAIBHBINA IepedeHb opdaH-
HBIX 3a00JIeBaHUA € Y4YETOM MEKIyHAPOII-
HBIX KJIacCu(UKaIHii;

» co31aTh TOCYIAapCTBCHHBIA PETHUCTP MAlUCH-
TOB, MO3BOJISIOIINHN INITAHUPOBATH PECYPCHI;

» paspaborath MexaHW3M  (UHAHCHPOBAHHUS
JUArHOCTUKU U JiedyeHus B pamkax IIporpam-
MBI TOCTapaHTul;

»  BKIIOYUTH pernKue OOJEe3HH B CHCTEMY IIOITO-
TOBKH Bpaueil U KITMHHYECKUX MTPOTOKOJIOB.
Kpome Ttoro, yuactue KP B MexiyHapon-

Heix opranmsanusx (EURORDIS, Rare Diseases

International) [14] obecrieunio ObI JOCTYI K 0a3am

JIAaHHBIX, 00pa30BaTeIbHBIM pecypcaM WU TYMaHHU-

TapHBIM MporpaMmMaM. DTO YCKOPUJIO Obl BHEIpe-

HUE COBPEMEHHBIX TOIXO0JIOB JUATHOCTUKU H Tepa-

mun opdaHHbIX hopM AT, a Takxke CIIocoOCTBOBAIO

OBl MHTETPAllMU CTPaHbl B MUPOBOE MIPOCTPAHCTBO

penKux 3a00JICBaHMIA.
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