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«MPABO HE 3HATb» - 3TUMECKUN
NMPUHUMUN OHK-TECTUPOBAHUA
NMO3AHOMAHUDECTUPYHOLLUX

3ABOJIEBAHUN

B ctaTbe paccmaTtpmBaeTcs STUHECKWI MPUHLMIM «NPaBo He 3HaTb», CBA3aHHbIM ¢ [JHK-TecTupoBaHnem 6onesHen ¢ NO3AHMM Hayanom pas-
BUTUSA, HA MaTepuanax 3apybexHbix nybnukaumn. Ons reHeTnkoB n Bpaden Pecnybnukmn Caxa (AkyTusi) gaHHas npobnema Oynet TpeboBatb
06CyXOEHWIN 1 NPUHATUS PELLEeHNi, Tak Kak B MOMyMsuMmM LUMPOKO pacnpoCTpaHeHO HacneACTBEHHOe No3gHoMaHdecTmpyollee 3abonesaHve
— cnuHouepebennsapHasa atakcus | Tuna, IHK-TecTMpoBaHme koTOporo npMmeHseTcs B npakTudeckon meauumHe pecnybnuku ¢ 2000 r. Xopes
[eHTUHITOHa ABnsieTcs Hambonee uccnegoBaHHbIM MO BUO3TUYECKMM BOMPOCaM HacneacTBEeHHbIM 3aboneBaHvem. 10 MHEHMIO CneumanucToB,
TpebyeTcs 0OHOBNEHME PEKOMEHOYEMbIX PYKOBOASALLMX MPUHLMIMOB TECTUPOBAHNS XOpeun MEHTUHITOHA B KOHTEKCTE NMPUHLMNA «NPaBO He 3HATb»
06beANHEHHbIM KOMUTETOM FrEHETVKOB, HEBPOIOTrOB, @ TaKke 3KCNepToB MO NPaBOBbLIM U 3TUYECKMM BOMPOCaM.

KnioueBble cnoBa: 61oatuka, npaeo He 3HaTb, [IHK-TecTMpoBaHue, npeHaTanbHasi guarHoctuka, xopes FeHTUHIToHa, cnuHouepebennsapHas

artakcus 1-ro Tuna.

The article examines the ethical principle - the ‘right not to know’, associated with DNA testing of diseases with late onset of development, based
on the materials of foreign publications. For geneticists and doctors of the Republic of Sakha (Yakutia), this problem will require discussion and
decision-making steps, since type | spinocerebellar ataxia as the hereditary late manifestation disease is widespread in the population, DNA testing
of which has been used in practical medicine of the republic since the 2000s. Huntington's chorea is the most researched hereditary disease on
bioethical issues. According to experts, it is necessary to update the recommended testing guidelines for Huntington's chorea in the context of the
principle of ‘right not to know’ with a joint committee of geneticists, neurologists, and legal and ethical experts.

Keywords: bioethics, right not to know, DNA testing, prenatal diagnostics, Huntington's chorea, spinocerebellar ataxia type 1.

BBegeHue. CTpemuTenbHoe passu-
TEe MOMNEKYNSPHO-TEHETUYECKMX MCChe-
[0oBaHWUi, BbICOKOMPON3BOAUTENbHbIX
METOA0B CEKBEHMPOBAHWUS reHoMa Y Ln-
pokoe ucnonb3oBaHune AHK-guarHoctukm
pa3nuyHbIX 3aboneBaHuii sBnseT cobon
HECOMHEHHbIV MPOrpecc B Hayke u npak-
TUYECKON MefuLUUHe, HO OaHHbIA Mnpo-
rpecc Takke MMeeT U 0bpaTHyl0 CTOPOHY
Megann, a UMeHHoO obocTpeHue aTude-
CKnx npobrem BMelLaTenscTBa B reHOM
yernoBeka, TakMX Kak aBTOHOMUS NUY-
HOCTW, KOH(UOEHUMANbHOCTb eHeTu-
yecKkor MHdopmMaLmm, MoparnbHO-MCUXO-
rniornyeckve nocneacTsnst AN fMYHOCTU
npun CNoXHOM BblIOOpe peLleHnii, CBA3aH-
Hbix ¢ [IHK-TecTuposaHuem [3,7,10].

B TeuyeHve XuW3HM WHOMBUA MOXET
NpuberHyTb K pasnuyHbiM BUAAM reHe-
TUYECKOro TecTUpOoBaHWUS B 3aBUCUMMO-
CTW OT Uernen, KoTopble CTaBuUT nepepn
cobon: OHK-tectupoBaHve Onsi BbIsiC-
HEHUs1 MpPU4YMHbI CcBOEero 3aboneBaHus
unn 3aboneBaHusi, nepegaroLlerocs B
poay, TeCTUpoBaHUe AMS YCTaHOBMEHUs
poAcTBa, TeCTUpOBaHWe Ans onpeaerne-
HUS1 COBMECTUMOCTU TKaHen opraHnsma,
ONs NpPOrHO3npoBaHUS MEePeHOCUMOCTU
pasnuyHbIX BapMaHTOB fekapcTB. Yalle
BCEro NnoAmn obpallatTcsi K reHeTU4Yecko-
MY TECTUPOBAHMWIO B MEOULMHCKMX Liensix
ONs AMarHOCTMKM HacneaCTBEHHbIX Na-
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Tonormn. B HacTosiwee Bpemsi ¢ MOMO-
wpeto [JHK-TecTMpoBaHus [uarHoctupy-
0T HE TOMNbKO OFPOMHOE KONUYECTBO pas-
NNYHBIX 3a60MneBaHNi, HO N OYEHb YacTo
npeapacnonoXeHHoOCTb K HUM [21,31].

B Poccunm npobneme «npaBo He
3HaTb» MOCBSILLEHO HEDOMbLLOE Komnnye-
CTBO Ny6nvkaumin dunocodckoro xapak-
Tepa, B YaCTHOCTW CYLLECTBYET MHEHME,
4YTO NPEAVKTUBHOE HamnpaeneHve meau-
LWHbI, OCHOBaHHOE OOHOBPEMEHHO Ha
YHMBEpPCanbHbIX BUONOrMYecknx 3akoHax
N NepcoHann3vpoBaHHOW FeHEeTUYECKOM
OOKITMHUYECKON OMarHOCTUKe MOTeHLM-
anbHbIX NAaTOMNOrMM KOHKPETHOro 4erno-
Beka, Hen3bexHO NocTaBuUT UHAMBMAA B
CINOXHYI MOParnbHYK U 3K3UCTEHLMAb-
Hylo cutyaumto [5]. Mpoucxoaut nepeoc-
MbICIIEHNE CINOXMUBLUMXCS K HACTOsILLEMY
BPEMEHN 3TUKO-HOPMATMBHBLIX YCTaHO-
BOK C YY4ETOM HOBbIX BO3MOXHOCTEW re-
HOMHOV MeAWUMHbI, U peYb UOEeT He O
BO3palLleHnn K natepHanmamy, a o Heob-
XOAMMOCTK Gornee LUMPOKOW KOHLEMLMK
aBTOHOMUW, YYETE YXE CYLLECTBYHLLMX
OTPaHUYEHUIN B OTHOLUEHUU WHEDOPMU-
POBaHUA M MOHMMAHWSA CeMEeNHOW cneL-
MUKN reHeTnyeckom nHgopmanmm [1].

Llenbo pgaHHOM cTaTbM SABMsSieT-
csi obcyxaeHne 3TUYECKOro npuHUMna
«MNpaBo He 3HaTb», cBs3aHHoro ¢ OHK-
TeCTUpOBaHWEM  MO3OHOMaHUECTUPY-
owmux 3abonesaHuin. Ons reHETUKOB U
Bpadyel faHHasi npobnema onpeaeneHHo
Oynet TpeboBaTb OOCYyXOeHWA u npu-
HATUS peLUeHni, Tak kak B Pecnybnvke
Caxa (AkyTus) LmMpoKo pacnpocTpaHeHo

HacneacTBeHHoe 3aborneBaHue ¢ no3g-
HMM HayanoMm pas3BuUTUS — CMUHoLepe-
6ennapHasa atakeus 1-ro tuna (CLIA1),
[OHK-TecTnpoBaHne KOTOPOro MNpuUMEHsI-
eTCs B MpaKkTU4ecKo mMeauumHe pecry-
onvkn ¢ 2000 r. OnbIT HaWWX Uccneno-
BaHWA B 06MacTu 3TWKU FEHETUYECKOTO
KoHcyneTtupoBaHus n JHK-tectuposaHuns
BbISIBUM CIOXHbIA MNacT coumanbHbiX,
NpPaBoOBbIX M MCUXONOrM4Yeckux npobnem,
TpebyoLWMX MPUCTaNbHOMO BHUMAaHKUS
cneumanucTos [6,23].

MpuHUMN «npaBo He 3HaTb» U AHK-
TecTUpoBaHWe HacrneAcTBeHHbIX 60-
ne3sHen. CyLlecTBYOT OCHOBOMOMaraw-
lMe 3TUYECKne MPUHLMMBI, CBSA3aHHbIE
¢ [AAHK-TecTupoBaHnem HacneaCcTBEHHbIX
OonesHen: HEOWPEKTUBHOCTb reHeTu4e-
CKOr0 KOHCYNbTMPOBaHUWS, cobnogeHne
aBTOHOMWW JIMYHOCTU, COXPAHEHMNE KOH-
duaeHUManbHOCTU  FTeHETUYECKOW  WH-
dhopmauwmm noboro Buaa, NpuHLMN cnpa-
BEANNBOCTN Y MHAPOPMUPOBAHHOCTU [2,
3, 28]. IapaBHa Bpay ABnseTcsa JOBEPEH-
HbIM MMLOM NauMeHTa, KOTOpbI BBEPUN
emy cBoe 340poBbe. [MpodeccrmoHanuam
MEeOULMHCKMX pabOTHMKOB 3akmovaeTca
B KOMMETEHTHOCTU, CNOCOBHOCTU 3aLuu-
WaTb MHTEPECHl HE TOMbKO CBOMX MaLuu-
€HTOB, HO M OOLLECTBEHHbIE MHTEPECHI,
4yTOObI HE MOTEPATL AOBEpPUE coumyMa K
MeguumHe B Lenom [33].

B nocnepnHee pecatunetue c HacTy-
NIEHNEM «TEHOMHOWN 3pbl» MPOUCXOAUT
HekoTopasi TpaHcdhopmauus  yCTosiB-
lwmxca aTtmdeckux npasun. Hawnbonee
obcyxaaeMbiM 1 CMOXHBIM ANsi Bpayen



N TEHETUKOB SIBMSETCH ITUYECKUIA MPUH-
umn «npaeo He 3HaTby [11,12]. Nccneno-
BaTenb B obrnacTtu npasa Andorno (2004)
niweT: «YTBEpXAeHWe O «npaBe He
3HaTb» MOXET MoKa3aTbCs CTPaHHbIM. B
TeyeHne NocrneaHnX 4ecATUNETUA HacTo-
ATENbHO NOAYEPKMBANOCh, YTO NaUUEHT
MmeeT nNpaBo OblTb MHPOPMUPOBAHHBIM
O puckax M NpeuMMyLLecTBax IeyeHus
UnNM BMeLLaTeNnbCcTBa M Ha 3TOW OCHOBE
AaBaTb Ha HMX cornacve unu Het. MNoa-
TBEPAMB «NPaBO MaLuneHTa 3HaTb» B Ka-
YeCTBE OCHOBOIMOMAraLLEero aTM4ecKoro
N IOPUAMYECKOrO NMpUHLUMNA, Mbl Tenepb
CTankMBaemcsi C SIBHO MPOTUBOMOSIOX-
HbIM TpeboBaHveMm. JTO MPOMCXOauT, B
YaCTHOCTU, B 0BracTu reHeTUKI: No Mmepe
YBENUYEHMST MPOrHOCTMYECKOW Cnocob-
HOCTW FEHEeTUYECKMX TECTOB BCe OornbLue
1 Gonblle nogen y3HawT, YTO OHM Mnoa-
BEPXKEHbI PUCKY Cepbe3Horo 3abornesa-
HUsA 6e3 kakux-nMbo peanbHbIX LLUAHCOB
CHU3UMb 3TOT PWUCK WUIMN MOMNy4YnTb 3d-
ekTnBHOE neveHve» [8,22].

HepaBHve nccnegoBaHus B obracTu
KOFHUTUBHOW MCUXONOrUn rnokasanu, 4Yto
Nogn 4acto npeanouvnuTaroT HesHaHue
nonHon uHdopmaumm. Hanpumep, He-
JaBHee wuccrnegoBaHWe Mnokasano, 4To
85-90% He xoTenu Obl 3apaHee 3HaTb,
Kakve HeraTuBHble COObITUSI NOPasAT UX
B Oyaywem (Hanpumep, npuynHa cmep-
TH, pa3Bof) [24]. OgHako npeanoyvTeHve
HE3HaHWs B OTHOLLUEHUW MOTEeHUuanbHO
YrpoXarwLux npeacToAwmnX KUSHEHHbIX
coObITUA, MO-BUOUMOMY, MEHee Bblpa-
)KEHO B KOHTEKCTE rEeHETUYECKOro TeCTU-
POBaHUs, TEHETUYECKOE TeCTUpOBaHWe
B LENOM MOMOXUTENBHO OLEHUBAETCH
obuectBeHHOCTbLO [18]. Bbino nokasa-
HO, YTO BOMbLUMHCTBO XOYET Y3HaTb O pe-
3yneratax reHeTU4ecKoro TeCTUPOBaHMUS
N YTO MPAaKTUYECKM HET pasHULbl MeXay
MHpopMauuen o pucke (Hanpumep, WH-
dopmaumen o cratyce HOCUTENS) N WH-
dopmaumern 0 BO3MOXHOM AnarHose (Ha-
npumep, o Hayane gemeHumun) [17,38].
VHTEepecHO, 4TO HeKOTOpble MNauUUEHTbI
13 rpynnbl 50% pucka xopeu [eHTUHr-
ToHa (XI) 3axoTenu ysHaTb CBOW FeHe-
TUYECKMI cTaTtyc ¢ nobbiM, Aaxe nono-
XUTENMbHBbIM Pe3ynsTaTtoM, Mo 1X CroBaM,
OHU Mornu Obl cnnaHMpoBaTh AanbHewn-
Wyt paboTy U HaMeTUTb NPUOPUTETHI B
*un3Hu [30,36,42].

OTMYecKMN  MNpUHUMN  «NpaBo  He
3HaTb» MpU3HaH B MeXOYHapOAHbIX U
HaLUMOHAarnbHbIX 3aKOHOAATENbCTBAX CO-
rMacHO akTaM W KOHBEHUMSAM: “KaKabli
MMeET NpaBo 3HaTb JIIOOYI0 NOMyYEHHYHO
MH(OPMaLUMD O CBOEM 340pOBbe, MO-
XXenaHus OTAenbHbIX NuL, He ObITb Npo-
MHOPMUPOBAHHBIMU 06 3TOM [OMKHbI
cobntogatbesa”; “nauMeHT UMeeT npaBo
He ObITb MH(OPMUPOBaHHBIM MO ero/ee

NpsIMOMY 3anpocy, ecrnv TOMbKO 3TO He
TpebyeTca ANns 3awuThbl XU3HW OPYroro
yenoseka”; “NpaBO KaXOoro 4ernose-
Ka pewaTtb, 6bITb UMM He GbiTb B Kypce
pe3ynLTaToB reHETUYECKOW 3KCMEepPTU3bI
N BblTEKAKOLMX U3 3TOr0 MOCNeacTBUNA,
OormkHo cobntogatbes” [4,19,41].

B HacTosiLlee Bpems BeCb reHoM uye-
noBeka MOXeT ObITb BbICTPO CEKBEHMPO-
BaH 1 NMpoaHanM3nMpoBaH Npu NOCTOAHHO
CHMXALKMXCA (MHAHCOBBLIX 3aTpaTtax.
Takne BbICOKOMPOU3BOAUTENbHBIE METO-
Obl, BECbMa BEPOSITHO, MOTyT NMpPUBECTU
K criyyaviHbIM Haxoakam u BeiBogam [40].
B uccnepgoBaHusax Hofmann (2016) aTo
onpefensieTcs BblpakeHnem «incidental
findings of uncertain significance» (IFUS)
— CryyaliHble BbIBOAbI HEONpPEeAEeneHHOro
3HayeHusi. B kavecTBe npumepa npvse-
AeM crny4an, onybrnMkoBaHHbIN B rasete
«The New York Times» B 2014 r. “[]>xeH-
Hugbep bbino 39 nem, u oHa bbina cosep-
weHHo 30oposa, Ho ee babyuwka ymeprna
Mor10000 om paka MOJIOYHOU >Keresbl,
1osmomy oHa pewurna npoumu mecmu-
posaHue Ha Mymauuu 8 08yX 2eHax, Ko-
mopable, Kak U38eCMHO, Mo8bIuarm puck
3abonesaHusi. Koeda eeHemuuyeckul
KOHCcynbmaHm  rpednoxun  OOMonHu-
mersbHble mecmbl Ha 20 Opyaux 2eHos,
C8513aHHbIX C pa3uUYHbIMU 8udaMu paka,
[DxeHHugep ckazana "da". "Hem 6onbwe
uHghopmayuu, mem nyqwe", - nodymana
OHa. Pesynibmameoi, rno ee crosam, 6biiu
“ctoppeanucmuyHbiMu”. Y Hee He 6bIno
Mymauyuul 8 eeHax paka MOI0YHOU Xere-
3bl, HO O0Ha U3 HUX b6blna cesizaHa C 8bl-
COKUM PUCKOM paka xenyoka. Y model
C cemelUHbIM aHaMHe30M 3aboresaHusi
ama Mymauyusi cHumaemcsi Hacmorb-
KO puckogaHHOU, 4Ymo nayueHmam,
Komopeble daxe He 60sbHbI, 4acmo Co-
eemyom ydanums xenyoku. Ho Hukmo
He 3Haem, 4mo MOXem O3Ha4yamb 3Mmo
OmKpbimue y Ko2o-mo epode [DKeHHU-
ep, 8 cembe Komopol He b6bi1o0 3mol
6onesHu’[25]. Kak BMAHO, TEHOMHbIE
TEXHOMNOTMN MPOU3BOASAT HEOXUAAHHbIE
Haxo[Ku, Takne Kak reHbl BOCNpUMMYMBO-
CTU K paKy, KOTOpble UMEKT KMUHNYECKOE
3Ha4YeHue Ansi Tex, KTo 6bin NpoTecTupo-
BaH, U Ux cemen. FoToBbI N NoAN UNK
X CeMbW, KOTOpble MCKanu TecCT, 3HaTb
3TV pesynbTaTtbl, OCTaeTcsl nog BOMPO-
com [16,22,27]. B kaHapckoi Bbibopke
NaumMeHToOB M3 OTSATOLEHHbIX CEMen C
X[ npoBenu TpexXNeTHIO MporpamMmmy
no npeavkTUBHOMY W MNpeHaTanbHOMY
[OHK-tectuposanuto XI, npu atom 88%
nawLMeHTOB 13 3TON BbIOOPKM OTKa3anuchb
oT nporHocTtunyeckoro AHK-tecta [35]. B
OPYroM uccriejoBaHuy Npu aHKeTMpoBa-
HUN YYACTHMKOB TUMOTETUYECKOrO Clie-
Hapusi no npobnemMe npecuMmnToMaTnye-
CKOW ANAarHOCTUKMU HensneynmMbix 6ones-
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Helt 50% pecnoHOeHTOB He 3axoTenu Obl
nony41Tb NNOXyt NHOPMaLMIO O CBOEM
300pOBbe, B TOM 4uMCre U Npy AMarHo-
ctuke XI. MNpuymnHbl GbiNM oXxunaaemble
— Hensne4yMMocTb 3aboneBaHusi, cTpax
WHBaNUOHOCTW, BO3MOXHasa Aenpeccus
n ctpecc [43]. Melnyk (2012) nokasan,
YTO OTCYTCTBME PECYPCOB AN Mpeodo-
neHnst 6onesHn, OXXMaaeMoe coxarneHue
N y3HaBaHWe O HEKOHTPONMpyeMbIX npe-
AvkTopax 6binm cBsA3aHbl ¢ nsberaHvem
UHMOPMaLMM O PUCKE paka MOMOYHOMN
xenesbl [16,32]. B gpyrux coobieHmsax
KOHKpPETHOE peLLeHne 0 HeobXoaMMOCTH
y3HaTb FEHOMHYI MHPOPMALMIO MHAMBU-
[OO0M B rMNoTeTUYECKMX CLeHapusXx, npea-
CTaBNALWMX CrydYan WHBanuamnsupyto-
LWMX 3aboneBaHUn C NO3OHMM Havanom,
6bIno sIBHO nNpeponpeaeneHo ocobeHHo-
CTAMM cLeHapus 3aboneBaHuns, a UMeH-
HO «BO3MOXXHOCTbIO KOHTPONMPOBAThL 3a-
OoneBaHne» n «ToyHocTbio OHK Tecta»
[13,22].

HepasrnalueHne nonoxuTenbHbIX pe-
3ynbLTaToB MOXET ObiTb npobnemarny-
HbIM Kak Ans Bpaven B 06nactu reHetu-
KW, Tak U Ons TeX, KTO MPOBOAUT reHe-
TMYeckoe TecTMpoBaHue. JTO ABMSETCs
CMOXHOW 3TUYECKOW cuTyauumewn, korga
OHM paboTaT B paMKax MeaULMHCKUX
3TUYECKMX FpaHmL, OCHOBaHHbIX Ha MPUH-
uunax aBTOHOMMM, OnaroTBOPUTENBLHO-
CTu 1 cnpaeeanusocTtu [28,39].

OTUYeCcKMA  NPUHLUMM  «NpaBo  He
3HaTb» Takxke cBA3aH ¢ npobrnemon AHK-
TECTUPOBAHUSI  HECOBEPLLEHHONETHUX.

Mpu nccnepoBaHnsx 6MOITUHECKNX NPO-
6nem MeguKO-reHEeTUYEeCKOro KOHCYyIb-
TMPOBaHUS NaLMEHTOB M3 rPynMnbl pucka
CLA1 BbINno onncaHO HECKONbKO npe-
LueneHToB npecumntomatmnyeckoro JHK-
TEeCTMpOBaHWA HEeCOBEPLLEHHOMNETHUX
neten B cembsix, oTaroweHHbix CLIA1.
OouH 13 HMX GbIn CBSA3aH C MOHATHBLIM
XenaHvem marepu orpagutb AoYb OT
MCUXOMNOrMYECKOro HanpsikeHus npu ee
OyayLiem nocTynneHun B Bbicluee yyeb-
Hoe 3aBefeHWe. MaTtb nonarana, 4To
ecnu govb — Hocutenb MyTtauun CLA1
MU BO B3pOCNOM Bo3pacTe 3aboneet, TO
el HeT CMbICMa npunaratb ycunus ans
nony4yeHns Bbiclwero obpasoBaHusa. C
TakKMM HacTpOEM Mama [EeBOYKM Npo-
cvna packpbiTb en pesyneratbl OHK-
TECTMPOBaHUS, HO B Npocbbe GbINo oTKa-
3aHO, TaK Kak AaHHbIN NpeLeaeHT pacle-
HMBAarnCcs Kak HeBOMNbHas ANCKPUMUHaLNS
B npegernax cobCTBEHHON CEMbW LEBOY-
kn. Cnepgyowmin cnyvan Gbin cBsi3aH C
nepeBolOM Marnbvvka U3 cekuum Gokca
Ha MeHee TpaBMWPYIOLLMIA BWUA cropTa
no ybeautenbHom npocbbe poautenew,
KOTOpbIX O4YeHb Oecnokoun pesynsrart
[OHK-Tecta n 3gopoBbe cbiHa. HecmoTpsi
Ha MpWHUMN HepasrnaweHus Bpadam
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NPULLNOCh YOOBNETBOPUTL Npocbby po-
OuTenen Ha pacKpbITUE TFEHETUYECKOro
ctatyca pebeHka. OnucaHHble crny4vam
pPacKpbIBalOT CMOXHbIE 3TUYECKMEe Mpo-
Onembl, pelleHvMe 3aBUCUT OT YPOBHS
obpasoBaHHOCTM poguTenen, ot marte-
puanbHoro obecnevyeHnss cembn U OT
MHOXECTBa pa3HbIX HAHCOB, O KOTOPbIX
BpayM MOTyT U He 3HaTb. He unckrnoveHo
dopmMupoBaHne B cemMbe 0COOOro OT-
HOLLEHNs1 K pebeHKy, BO3MOXXHOCTN AuUC-
KpYMUHauumM B nonyyeHur obpasoBaHus
unu B cdpepe ctpaxoBaHus. Mpexaespe-
MEHHOE pacKpbITue pebeHKy ero reHeTu-
YeCKOro craTyca MOXET NOBMeYb NoTepto
UM YBEPEHHOCTU, caMouaeHTudunkaumnm
B 0OLlecTBe, UCKaXeHWe LEHHOCTen U
uenewn B xnsuu [9,14,20].

«[MpaBo He 3HaTb» B NpeHaTasflbHOMN
AuarHocTuke 3abonesaHum C NO3QHUM
Hayanom passutua. C 2002 r. B npak-
Tuyeckon meguumHe Pecnybnuvkmn Caxa
(AkyTnsa) ocywiecTBnseTca npeHaTanb-
Hast amarHocTuka (M) cnuHouepeben-
nsipHoM aTtakcum 1-ro Tuna ¢ cobnioge-
HVYem OCHOBOMoOnaratLwmnx 6UO3TNYECKMX
NMPUHLMMOB: MOMHOrO UH(OPMUPOBAHUS
cembu 0 npouenype MM, npvopuTeTHO-
ro npaea 6epemMeHHON peLuaTb BONpoc o
cynbbe nnopa, BbIMOSHEHMS NpoLeaypbl
M4 Ha paHHMx cpokax oo 12 Hen. Gepe-
MEHHOCTM, COXPaHEHUsI aBTOHOMHOCTU
nauveHTa n koHduaeHumanbHoctn [15].
OpHako Mbl HE UCKNOYaeM BO3HUKHOBE-
H/Ms Gonee CMNOXHbIX 3TUYECKUX CUTya-
un npu MO CLIA1, cBA3aHHbIX C 4OCUM-
ntomatnyeckum  [HK-tectupoBaHnem
HocuTenen myTtaumm B reHe SCAT.

[ns Gonee MOMHOrO packpbITUsi BO-
npoca obpaTMMcs K MCCreaoBaHUsM
aTuyeckmx npobnem MM gpyroro Hempo-
JereHepaTvBHOro 3aboneBaHnsi - Xopeu
[eHTMHITOHA, KOTOpasi Takke OTHOCUTCSA
K rpynne MOHOreHHbIX 3abonesaHuin c
OVHaAMUYECKUMWN MYTaLUSMU U MO3OHUM
Havarnom passuTus, kak u CLIA1. Onu-
caHHbIi Erez et al. (2010) cnyyan nog-
HAMAET BaXHbI 3TUYECKUIA BOMPOC:
CYLLECTBYET NN NPaBO Ha reHeTU4Yeckoe
He3HaHue (MpaBo He 3HaTb), Korga 3To
noggepraeT Apyrux (napTHepa) pucky He-
HY>XHbIX MEOULMHCKMX NpoLeayp.

34-nemHssa xeHwuHa obpamurnach 8
00po0o8yI0 KIUHUKY 3a eeHemu4eckol
KoHcynbmauyuel. OHa bbina Ha 12-0 He-
Oene bepemeHHocmuU U HeOasHO y3Harna,
ymo y omua ee myxa XI. [locne nony-
YeHUs e2eHemuyeckoU KOHCyrnbmauuu
OHa U ee MyX Mpowrsnu rfpeHamarsnbHoe
mecmuposaHue nnoda. Pe3ynsmamel
obcriedosaHuUsi Myxa rokasaru, 4mo OH
He umeem pucka passumus X[ u, Kak
u oxudaroch, y nnoda makxe He OblI1o
obHapyxeHo pucka passumusi XI. Omo
cnyyau cemelHou 6one3Hu XI, koeda

rnpobaHod, HaxodAwulcs 8 epyrine pucka,
npednoyern He 3Hamb €80U cmamyc 3a-
bonesaHusi, HO xomes 3Hamb cmamyc
ceoezo bydyweeo pebeHka. Tpu eolda
criycmsi napa eepHynacb Ha 0opodosyro
KOHCYnbmauyut, 4mobbl rnosy4ums rpe-
OumMnnaHMayUoOHHYH 2eHemu4YeCcKyto
OuacHOCMUKY (8Krto4asi 9KCmpPakopro-
panbHoe ornodomeopeHue) 0nsi 6yody-
wux bepemeHHocmed, rnpu 3MOM Cy-
npyea npobarHda domxHa bbina nodsep-
2HYmMbCS1 HEHYXXHOU Orisi Hee rpouyedypbl
u, cOOMBemMcmeeHHo, HeornpasdaHHOMY
pucky 01151 ceoeeo 300p08bS.

B paHHOM cnyyae nepen Bpayamu
BCTaeT Auremma, Kak ncrnosnb3oBaTb Ha-
KOMMEHHbIN ONbIT B NOMb3y NauueHTa, He
noggeprasi ero BbINOMHEHUO HEHYXHbIX
npouenyp v OOHOBPEMEHHO MnocTapaTb-
csl Hambonee AenuKaTHO PacKpbiTb MO-
NE3HYI Ansi CeEMbW MHAOPMaLMIO, YTOObI
[aTb BO3MOXHOCTb MPUHATH Haunbonee
npaBuIbHOE peLleHne Mo npouenype
npeHaTanbHOro TeCTMPOBaHUSA U fanb-
Henwen nepcnektusbl [34,40].

XI' aBNsieTca He TONbKO CaMbiM UC-
CnefoBaHHbIM MO BMOSTUYECKMM BOMPO-
caM HacneacTBeHHbIM 3abonesaHuem,
HO U CaMbIM NMPOABUHYTHIM B MflaHe B3a-
MMOAENCTBUSA UccnegoBaTenen 1 Bpayen
¢ Accouuauuen OTArOLLEHHbIX CEMEN U
nauneHnToB ¢ XI™ [34].

WcTopuyeckm ewe B 1985 r. Bo PpaH-
ummn n B 1989 r. B KaHage mexayHapon-
Has rpynna no u3y4yeHuto xopeu [eH-
TUHITOHa nNpyu BcemupHon deapepaunm
HeBpornormn obcyxpana 6uoatnyeckue
1 MpaBoOBble BOMPOCHI, CBSA3AHHbIE C Ha-
y4YHbIMU uccnegosaHnamu XI. B pesynb-
Tate OblN NPUHAT CBOA 3TUYECKMX MPUH-
LMMOB U NpaBui NPeCcMMNTOMaTU4eCKOro
[OHK-tectuposaHuna XI. 3Tnm npasunam
pekoMeHA0Banoch CrnefoBaTb He TONbKO
BpayaM — reHeTMkam M crneuuanucram,
ocyulectenswowmm [HK-tectuposaHue,
HO M MauueHTam M3 rpynnbl pyUcka Mo
XTI, nockomnbky B HEM cobntoganvcb UH-
Tepecbl U Bpaya, n Tectupyemoro. os-
Xe ObinM  OOCTUTHYTbl  3HAYUTEMbHbIE
ycrnexu no pas3paboTke W BHELPEHMIO
npsimon OHK-gnarHocTvkn B mMeauumH-
CKYH0 MpPaKTUKy, AaHHbIA aHanua cran
pyTUHHON Npoueaypori. B 1994 r. pacwu-
PEHHbIN N YyTOYHEHHbIM npoTtokon [OHK-
TECTUPOBAHUSA N MELUKO-TreHEeTUYECKOro
KOHCynbTupoBaHust XIT cTan OCHOBHbIM
[OKYMEHTOM A5t CneLmanncToB MHOMMX
CTpaH, rge 6bia BO3MOXHOCTb OpraHu-
30BaTb MOMEKYNsSPHO-reHeTu4Yeckne na-
©opatopun [26,29,37].

B HacTosillee Bpemsi, B 3py reHo-
MUKW U MPUMEHEHNSI BbICOKOMPOU3BO-
OUTENbHbIX METOAOB CEKBEHMPOBAHUS
reHoma, crneumanucTel MonarawT, 4To
NPULLNO BpemMsA BEPHYTbCA K BOMPOCY

OOHOBMEHNsT pPeKoMeHOYyeMbIX PYKOBO-
OSWMX  NpuHUMNOB TecTupoBaHua XI
0ObeOVHEHHBIM  KOMUTETOM  TEHEeTU-
KOB, HEBPOSIOrOB, a TaKKe 3KCMNepToB
no MnpaBOBbIM WM 3TUYECKUM BOMpPOCaM.
lMpepnaraercs  akueHTUpOBaTb  BHU-
MaHve CcrneunanucToB Ha cregyolue
MYHKTbI: KIHOYEBbIMM CreuManuctamn B
npoLuecce KOHCYNbTUPOBAHUS  OOMKHbI
ObITb Bpay-reHeTuK, NCUXoror, HeBPOIIOr.
UTOObl CHU3NTbL PUCK MPOBEOEHUS He-
HY>XHOrO TecTa Ha poauTene v nnoge,
KpariHe BaXkHO nMoaTBepanTb amnarHo3 XI
B cembe. BonbLUIMHCTBO reHeTU4ecKknx
TecToB Hanboree MHOPMATUBHbI, €Crn
CHayana npoBepsieTCsl KMMHUYECKU MO-
pakeHHbIV YNEeH cemMbK, Npexae Yem uc-
nonb3oBaTb TECT Af1S NPOrHO3MpPOBaHMUS
reHeTUYECKOro crartyca Ans KIMUHUYECKN
HEe3aTpOHYTOro YrneHa cembu. Ecnu pac-
cMaTpuBaTb MNpeHaTanbHoe TecTUpoBa-
HWe, TO nNpoueaypa v TUM KNETOK BIUSIOT
Ha nHTepnpertauuto pesynsratos. MNpu XI
CyLLECTBYET KaTeropmsi NpOMeXyTOYHbIX
annenewn, KOTopble NOTEHUManbHO MOryT
pacnpocTpaHuTbCs Ha Aumanas3oH 3abo-
NeBaHU B T€YEHUE OAHOTO MOKONEHUSI.
leHeTnyeckass KOHCynbTauus nNo cambiM
BbICOKMM CTaHAapTam [OrkHa ObiTb
OOCTyMNHa B KaXOdoW CTpaHe W npego-
CTaBNATbCS CMeuMann3mpoBaHHbIM Noa-
pasfgeneHneM TeHEeTUYEeCKOro KOHCYIb-
TupoBaHusi. CoBMecTHOe obcyxaeHue
BOMPOCA KOHCYMLTAHTOM U KOHCYNbLTUPY-
€MbIM JOMKHO OblTb HanpaBneHo Ha Mno-
nyyeHve oO6POBONBHOMO U OCO3HAHHOIO
cornacus TeCTMpyemMoro Ha npoBegeHve
OHK-tectupoBaHua. [lonyyeHne nono-
XutenbHoro pesynerata [OHK-tecta He
OOMKHO OblTb NpenaATcTBMEM Ans AeTo-
POXAEHWS, ecrnu TeCcTUpyeMbI NPUHAN
peLLeHne O NPOSTIOHIMPOBaHUN GepemMeH-
HocTu [34].

3akntoyeHue. «[paBo He 3HaATb»
LmMpoko obcyxaaetca B 3apybexHon
nuTepatype: ecTb Kak CTOPOHHUKM, Tak
1 NPOTUBHWUKM JAHHOIO 3TUYECKOro NPUH-
uuna. AprymeHTammu «3a» cobniogeHue
npyHUMNa SBMASIOTCH, NPEeXAae BCero,
onaceHusi uccriefoBaTeneii B Hapylule-
HUM OCHOBHBIX 3TUYECKUX MPUHLIMMNOB, a
MMEHHO MpaB M aBTOHOMUWU JIUYHOCTW.
Mpownsoriget HensbexHoe ycuneHne na-
TepHanMaMa B MeaWLMHCKOM NpakTuKe,
a Takke noteps NpuHLMNa KOHUAEHLM-
anbHOCTM TeHeTMYEeCKOW WHopmaumu.
HeBo3moxxHO OyaeT oueHUTb MoparbHO-
NCUXONOrMYECKNe CTpafaHns nauueH-
Ta, 0COGEHHO MpW NPOXOXAEHUU UM O0-
cumntomatmyeckoro [HK-tectupoBaHus
Heunane4mmoro 3abonesaHus. Bmecte ¢
TeM 3KCnepTbl B 4aHHOM obnacTtu — npo-
TUBHUKM MPUHLIMNG «MpaBa He 3HaTby,
CUMTAIOT, YTO NAUMEHT AOIMKEeH  ObITb
NOMHOCTbIO UH(OPMUPOBAHHBLIM MO fto-



6omy 3aboneBaHuWio, COKPbITUE [AaHHbIX,
MMEKLLMX 3HAYeHWe Ansi POACTBEHHU-
KOB Takke OOHOBPEMEHHO HapyLlaeT Ux
npaea u nogBepraeT puCKy NpoBeaeHUs
HEHY>XXHbIX npouenyp, Takmx Kak npeHa-
TanbHas Ny npevmnnaTauuoHHas aua-
rHOCTMKA.

O6cyxaeHus n guckyccumn 6yoyT npo-
aorkatbes, O6yayT mccnegoBaTbCsl 9TU-
yeckne npasuna [OHK-tectupoBaHus,
nonHoreHoMHoro [HK-cekBeHnpoBaHusA
N CBSI3aHHbIX C HUM «CryYalHbIX Haxo-
OOK» reHoma u4enoseka. OcobeHHO ak-
TyarnbHbl BMOSTUYECKNE UCCINENOBaHNSA B
Pecnybnuke Caxa (AkyTtusi), rae Bbinon-
HATCA pyTMHHOe [OHK-TectupoBaHune un
npeHatanbHass JHK guarHocTtuka nosg-
HOMaHNMECTMPYIOLLUX HACNEeOCTBEHHbIX
3aboneBaHui.
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A.C. AcekputoBa, 3.A. EmenbsHoBa, A.A. AdbaHacbeBa

OUCNNA3UA COEOUHUTEIIbHOU TKAHU
KAK NMPUYUHA TACTPO330DAIrEANIbHON
PE®JIIOKCHOWU BOJNIE3HU

B cTtaTbe npeacTaBneH KIMHUYECKUI CyYai BbISIBMEHWS XXenyao4HOW MeTannasum Cim3ncTon NuweBoaa B COMeTaHn ¢ aHaToMouU3nonoru-
YECKUMMN U3MEHEHUSIMI OPraHOB racTpoAyodeHarnbHON 30Hbl Y MOMNOAOW XEHLUMHbI C OTCYTCTBMEM BpeAHbIX NPUBbLIYEK, HACNEeACTBEHHOW OTSAro-
LLIEHHOCTU 1 ApYrnx hakTopoB pucka no pedritokCHoM GonesHu.

BbisiBNeHHble BblpaXeHHble N3MEHEHNS CO CTOPOHbI KOCTHO-CYCTaBHOIO annapara B CO4ETaHNN C U3MEHEHUSIMM KOXW, MbILLL, U HAapyLLEHUSIMU
CO CTOPOHbI BHYTPEHHWX OPraHoOB MO3BOMSAOT NPEANONOXWTb, YTO Y AAaHHOW NaLUEHTKN, BO3MOXHO, MMEETCA ANCNNA3us COEANHNTENBHON TKaHU.

MauueHTke NpoBeaeHa SHAOCKONMYeckas abnaumsi NaTonormiyeckv M3MEeHeHHOW CNM3NCTON NULLEBOAA C MOCMEAYIOLMM HazHaYeHeM a3oda-
ronpoTekTopa C Lenblo NogaepXaHus CTONKON peMUCcCcum.

KniouyeBble cnoBa: ractpoasodareansHas pedrniokcHas 6onesHb, nuweBos bappetTa, xenygouHas meTannasusi, pedrnokc-a3odaruT, auc-

nnasuns COeAMHUTENbHON TKaHW.

The article presents a clinical case of detecting gastric metaplasia of the esophageal mucosa in combination with anatomophysiological chang-
es in the organs of the gastroduodenal zone in a young woman with no bad habits, hereditary burden and other risk factors for reflux disease.

Pronounced changes in the osteoarticular apparatus in combination with changes in the skin, muscles and disorders of the internal organs
suggest that this patient may have connective tissue dysplasia.

The patient underwent the endoscopic ablation of pathologically altered esophageal mucosa, followed by the appointment of an esophageal

protector in order to maintain stable remission.

Keywords: gastroesophageal reflux disease, Barrett's esophagus, gastric metaplasia, reflux esophagitis, connective tissue dysplasia.

BBepeHune. OgHOM M3 BaXHbIX MpoO-
Onem nocnegHUX NeT B COBPEMEHHON
KNMHUKE BHYTPEHHMX OonesHeln crtana
ractpoasocpareanbHas pedritokcHasa 6o-
nesHb (MOPB). Onpepenswowyo ponb
B nmatoreHese 0GonesHn UMeeT Hapylue-
HMe MOTOPHO-3BaKyaTOPHOW  (PYHKLNM
BEPXHMX OPraHoB >Xemnyao4YHO-KULLEYHO-
ro TpakTa, a UMEHHO, HEAOCTAaTOYHOCTb
HKHEro MULLEeBOAHOTO CcduHKTEpPa U
HapyLleHne pyHKumMn bpeHmkoasodare-
anbHom cBa3sku [9]. YacTo noBTopsOLLN-
ecsl 3abpochl B MULLIEBOS, XXEMNYL0YHOr0, a
B psifie crnyyaeB AyodeHanbHoro, coaep-
XMMOFO  CMoCOOCTBYHOT  MOBPEXAEHUIO
CrM3ncTon 0bonoYku AncTansHoro otae-
na nuuwesoga Cc pa3BUTUEM KaTapanbHO-
ro UNN 3pO3NBHO-S3BEHHOTO 330darnTa,
a 'y 4yacTtu GONbHbIX LUITMHOPOKIETOYHON
MeTannasvn 1 NosBNEHNIO KIMHUYECKMX
CYMMTOMOB,  YXyALWALWMX KayecTBO
Xn3HM [9]. OgHOM N3 BO3MOXHBIX NPUYMH
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[OPB, no MHeHWO psifa aBTOPOB, MOX-
HO cYMTaTb OUCMNAa3NIo COeQUHNTENBHOM
TkaHn (OCT), npy KOTOpPOM MOryT BO3-
HWKHYTb NaTONOrM4Yeckne CTPYKTYpHble
N3MEHEHUS, NPUBOASLLNE K HAPYLLUEHUAM
yHKLMM BHYTPEHHMX OPraHoB U CUCTEM
opraHusma [7,8,11].

CornacHo KMUHWYECKUM pekoMeHaa-
unsM, pasnuyatot auddepeHumMpoBaH-
Hbole 1 HeanddepeHumpoBaHHbie [ACT.
[NepBnYHbIN AedeKT cnHTe3a KonnareHa,
OTNMYaLLMNCA  XapaKTepHbIM  TUMOM
HacnegoBaHUs W SPKOW  KIUHUYECKOW
KapTVHOW, NpOSIBNAETCS CUHAPOMaMu
MapdaHa, Onepca-[aHnoca, HecoBep-
LLIEHHOrO OCTeoreHesa, «BSAMON KOXU» 1
Ap., KOTopble OTHOCAT K AnddepeHumn-
poBaHHbIM [ICT, B TO Bpemsi kak npu He-
anddepeHumposanHon ACT moryT ObiTh
OpraHHble NposiBNeHust 6e3 4YeTkon cum-
NTOMaTUKN 1 MOPAONOTMYECKUX N3MEHE-
HWI B NOpa)eHHbIX opraHax [2,4,11].

B nwutepatype u4alle BcTpedvaroTcs
coobLlieHna o BnusHUN Heguddeper-
LMPOBaHHbIX BapuMaHTOB AMCMNasuy Ha
TEYeHNe 1 MPOSBIEHWNs NaTonorun nu-
LLIeBapUTENbHOIO TpakTa, rMnaBHbIM 06-
pa3om y geten v nogpoctkos [8,11]. MNpwn
3TOM, Kak OTMevaloT wuccregosaTenu,
npobnemsl AvarHocTukn Heauddeper-

LMPOBaHHON AWCNNasnuy CoeauHuUTENb-
HOW TKaHW 3akm4arTcss B MHOroob-
pasum PEeHOTUNUYECKNX MPU3HAKOB MU
OTCYTCTBMU €AMHbIX [UarHoCTUYECKUX
kputepues [8,11].

Llenb uccnepgoBaHus — onvcatb Knu-
HWYECKUA CrnyyYaln BbISIBNEHUS Xenyoou-
HOM MeTannasuy CrvsucTol nuiliesoaa
B COYeTaHWM C aHaToModpmanonormye-
CKMMMW U3MEHEHUSMU OPraHoB racTpopgy-
OfEeHanbHOW 30HbI Y MOIOAOM XEHLUUHBI
(31 roa) c oTcyTCTBMEM BPEAHbIX NPUBbI-
Yek, HacneacTBEHHOW OTSArOLEHHOCTU U
Opyrux akTopoB pucka no pedritoKCHON
GonesHn c Lenbio YTOYHEHUS ponu Auc-
nnasuy coeavHUTENbHON TKaHu B dop-
MUPOBaHNV pedrnoKCHOM 6onesHu.

MpuBoaMM KnuMHUYeckoe Habnrope-
HMe 3a morogon nauveHtkon (31 roa),
9KCTPEHHO rOCNUTanM3nMpoBaHHON B OT-
JerneHne HeoTnoxHon Tepanun Pecny-
6nukaHckon GonbHuubl Ne2 - LleHTpa
9KCTPEHHOW MEOMUMHCKOM MoMowm B
2019 r. ¢ xapakTepHOW KruHWKoW o6o-
CTPEHUS XPOHUYECKOro nuenoHedpura.
Ha ¢oHe aHTMGakTepuanbHOM Tepanuu
y NauueHTKN MOSIBUMUCH Howwue 6onu
B anuracTpum u B npasBoM nogpebepbe,
yCUnuBawLmecsa nocne npuema nuiim,
NOCTOSIHHOE YYBCTBO TOLUHOTHLI, MHOrAa





