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Pesiome

CTaTbs NOCBALLEHA UCTOPUN BO3HUKHOBEHUS U Pa3BUTUS NPOdeCccrm reHeTUYeCKOro KOH-
CynbTaHTa. PaccmaTpumBaloTca 3Tanbl PasBUTUA MEQULMHCKON FreHeTUKN U 3apoXKaeHue
reHeTUYeCKOro KOHCYNbTUPOBaHMA. HakonneHHble nocse 3aBepleHna npoekrta «feHom
YyenoBeKa» JaHHble NPUBENN K YC/IOXHEHNIO MPeACcTaBAeHnn O peanm3aunmn reHeTnye-
CKOI naToniormm B opraHu3sme. Mpor3oLwno n3MeHeHre B MOHUMaHUM NPUYnH 6onesHn
B CTOPOHY FeHeTUYeCKMX, YTO MOBJIEKNIO 3a COOOMN N3MEHEHME MECTA 1 POJSIN FEHETUKU B
CTPYKTYpe KIVHNYeCKON MefuunHbl. NpeacrtaBneHbl XxapakTepuCcTUKN OTAENbHbIX cre-
LMaNbHOCTEN MELMNKO-TEHETUYECKON CITYXKObl: «KNMHNYECKN FeHETUK», «Iab0paTOPHbIN
FEHETUK», KTEHETUYECKMI KOHCYNbTaHT». OOCY>KAaeTcA M3MEHEHe KOHTVHIEHTa Cemen,
obpalLaloLLKXCs 33 MeIMKO-TeHeTMYecKkolr nomoLblo. Cpeay HYX yBennUuaach Jons nn
6e3 ABHbIX KIMHUYECKUX MPOABNEHNI NaTONOrY, OQHAKO Lienblo oOpaLleHnsa B TaKuxX
cryyasx Gbinia He MOCTaHOBKA KIMHUYECKOTO AMarHo3a, a BOnpochl yayLuero 340poBbs 1
BO3MOXHbI€ CPOKM MaHUdecTaLm 3a6o51eBaHUsA. ITO NPUBENO K NMOBbILLEHWNIO POV FeHe-
TUYECKOro KOHCY/bTaHTa. PaccMaTprBatloTCA 3Tarnbl NOABIAEHUS U CTAHOBNEHMA npodec-
CUN TEHETUYECKOTO KOHCYJbTaHTa, cneyndrka n o6nact paboTbl JaHHOTO CNeunanucTa,
TeHZeHLUMM B M3MeHsAoLWMXcs ycnoBusax. O6o3HaueHa TeHAEHUMUA Nepexoaa OT reHeTrYe-
CKOIO KOHCYNIbTUPOBAHNA K FTeHOMHOMY KOHCYJIbTUPOBaHMUIO.

KnioueBble cnoBa: reHeTUUYECKNIN KOHCY/bTaHT, FeHeTMYecKoe TeCTUpPOBaHue, MeaunLnH-
CKaA reHeTnKa
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Abstract

The article is devoted to the history of the starting and development of the profession of
a genetic consultant. The stages of development of medical genetics and the emergence
of genetic counseling are considered. The data accumulated after the completion of the
Human Genome Project has led to a more complex understanding of the deployment
of genetic pathology in the body. There has been a change in the understanding of the
causes of the disease towards genetics, which entailed a change in the place and role of
genetics in the structure of clinical medicine. The characteristics of individual specialists of
the medical genetic service are presented: clinical geneticist, laboratory geneticist, genetic
consultant. The change in the contingent of people seeking medical and genetic help is
discussed. Among them, the proportion of people without obvious clinical pathology,
whose goal was not to make a clinical diagnosis, but to questions future health, has
increased. This has led to an increased role for the genetic counselor. The emergence and
formation of the profession of a genetic consultant, the specifics and areas of work of a
genetic consultant, trends in changing conditions are considered. The trend of transition
from genetic counseling to genomic counseling is indicated.

Keywords: genetic counselor, genetic testing, medical genetics

MepauLMHCKan reHeTrIKa 3a 6onee Yem BEKOBYIO MCTOPUIO MPOLLIA OFPOMHbIV MyTb OT
aHanm3a pofoC/IOBHbIX 10 AOCTYNMHOCTY CEKBEHMPOBAHMA BCEro reHoma toboro yesose-
Ka; OT KIIMHMYECKOro NPenomeHsa MeHAENeBCKO reHeTUKUN «OQUH FreH — ofiHa 060ne3Hb»
[0 MOHVMMAHMSA, YTO B Pa3BEPTbIBAHUUN KIUHUYECKMX NPOABAEHUN 6one3Hn yyactsyeTt
BeCb reHoM. [eHeTnKa CTana BceobbeMitoLLel, OHa MPOHUKIIA BO BCE 06/1ACTV MeVLUHBI.
Mpon3oLWno peBoNOLNOHHOE N3MEHEHWE B MOHUMAHUW NPUYMH GONE3HU, UTO MOBJEK-
110 3a CO60W M3MEeHeHNe MeCTa 1 PO FeHETUKM B CTPYKTYPE KNMHNYECKOW MeAULMHDI.
BHYTpW reHeTKn BbiAeNMANCb OTAeNbHbIe HamnpaB/eHNs: NabopaTopHasa reHeTuKa, CUH-
LpoMonorus, npeHaTtasnbHas AMarHoCTMKa, FeHETUYECKOE KOHCYNbTUPOBaHue u T. A. Knu-
HUYEeCKan reHeTrKa MOXEeT HOPManbHO GYHKLMOHMPOBATb TOMNbKO TOrAa, Koraa B cructeme
npepfcTaBieHbl BCe 3TV HanpaBneHusa. B paboTe ¢ nauveHTamu KntoyeBon Gpurypon asna-
€TCA reHeTUYECKN KOHCYNbTaHT. HecMoTps Ha TO UTO B MUpPEe B UMCIIEHHOW CTPYKType
CNeunancToB MeAuLMHCKOW FeHeTMKM CneumanbHOCTb FeHEeTUYECKOTrO KOHCYNbTaHTa
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ABNsAeTCA Hanbornee paCI'IpOCTpaHEHHOVI, AnA Hawen CTPaHbl OHa AOCTAaTOYHO YH/KaJ1bHa.
B sTonm ctatbe pPaccmMmaTpurBaoTCA NCTOPUYECKNE N COBPEMEHHbIE aCneKTbl cneynanbHO-
CTN reHeTNYeCKOro KOHCyJibTaHTa.

Kpatkaa ncropua meguLuMHCKON reHeTUKN

MeAaunumnHCcKana reHeTnKa HauMHanacb C aHanm3a POAOC/IOBHbIX B MOMbITKE HAUTU Nepe-
[laBaemble 13 NMOKONEeHUA B NMOKOJIeHNe Npu3Haky 3abonesaHnii. OgHaKo TONbKO C Npu-
3HaHMEM MEeHJEeNeBCKOW reHeTUKM U BbIACHEHMEM OCHOBHbIX 3aKOHOB HacnedoBaHMA
reHeTVKa YyenoBeKa nonyymna 3akoHHbIn ctatyc. U yxxke B 1940 rogy B BennkobputaHum
BbILLEN NepPBbI yYeOHMK MO MEAULIMHCKON reHeTUKe «BBefeHne B MeAULIMHCKYIO reHeTu-
Ky» Opelzepa Pobeprtca [1]. Ecnn paHHAA reHeTrKa 6a3nvpoBanacb Ha KNMMHUYECKUX Npo-
ABneHNAX mopdonornyeckmnx nnu broxnmmyecknx aedeKkTos, To TONbKO C MNOABIEHNEM
nabopaTopHbIX METOOB MOABUIACH BO3MOXKHOCTb CBA3aTb 3TW NPOABNEHUA C KOHKpPET-
HbIMW HapyLUEHUAMWN B reHeTUYeCKoM annapaTte. BakHOWM Bexon B pasBUTMM MeAULNH-
CKOW reHeTUKU CTana KOHLenuma npeHaTanbHOro CKpUHMHIa. 3Ta KoHuenuua 6asnposa-
nacb, Hapagy c pa3paboTKol MeTogMUecKX MOAXOA0B K MOMyYeHMIo MaTepurana nnoga
W ero aHanmay, Ha MOHUMaHUK NPUPOAbI PAAa 3aboneBaHNii, X PacnpPOCTPaHEHHOCTU U,
COOTBETCTBEHHO, BO3MOXKHOCTU NPeAoTBPaLLEeHNA POXKAEHUA feTell C 3TMK 3aboneBa-
HuaMmun. CKprHMpyoLme nporpaMmmMbl CTaav HEOTbeMNEMOM YacCTbio KIMHNYECKOW NpaK-
TUKW. [eHeTVKa NPOYHO BOLWA B MeANLIMHY B LIeSIOM.

MapannenbHo ¢ 3Tum B 70-80-x rogax NpoOLUNOro Beka akTVIBHO pa3BMBanNCh 1 BXO-
OVINN B KIMHUYECKYIO MPaKTUKY MeTOAbl MONEKYNAPHON reHeTuKK (CeKBeHnpoBaHme no
CaHrepy, nonnmepasHaa LenHasa peakums), yCoBepLIEHCTBOBaNNUCh LUTOreHeTnyeckme
MeToAbl (CTano ucnonb3oBaTbca AuddepeHumnanbHoe oKpaLivBaHWe Npu CTaHAAPTHOM
KapuoTunupoBaHuu, NoABUNCA MeTol dnyopecueHTHON rmbpuamnsanmm in situ). TexHo-
NOrNN CTaHOBMNNCL BCe 6onee AocTynHbIMU. [JaHHble, NONyYeHHble STUMU MeTodamu,
NpUBeNM K MNOHMMAHWIO CIOXKHOCTU peanu3alunm reHeTnyeckom nporpammbl. Ho npeg-
nosaranocb, YTO BCE U3MEHEHMA B FreHax MMEIOT KIMHUYeCKe NPOoABNEHNA, U Ka3anoch,
yTo, KOrga Mbl pacmdpyem BCO HacIeACTBEHHYIO MHPOPMaLMIo, Npobriema AuarHoCcTu-
K1 1 npodurnakTMK1 HacnencTBeHHbIX 3aboneBaHmnin GyaeT pelueHa. bbin 3anyweH n pea-
nn3oBaH npoekT «[eHom yenoseka» (1990-2003 rr.). B xoge BbINOAHEHNA 3TOro NPoeKTa
NOABUNCD, @ 3aTeM U Pa3BUIMCh MPUHLMMMANbHO HOBble METOAbI CCriefoBaHA (CeKBe-
HUPOBaHMe HOBOrO NOKOMEHWUA, XPOMOCOMHbIN MUKPOMATPUYUHBIN aHanu3), B pesynbrarte
Yyero CTOMMOCTb Y AAINTENBHOCTb BbIMOMHEHWUA OAHOrO UCC/eAOBaHMA YMEHbLUWANCD B
HeCKONbKO pas, YTo, B CBOIO ouepefb, MPMBENO K OCTYNHOCTM 3TUX MeTOA0B. B aHann3
OblIM BOBNIEUEHbI IeCATKM TbICAY FEHOMOB, B Pe3yJibTaTe Yero BbIACHMIaCb OrPOMHasn ero
BapraTMBHOCTb. YCTaHOBNIEHA MeHee CTporasa Koppenauma «reHoTUM — GeHoTUM», 1 oKa-
3a/10Cb, UTO Y YesloBeKa YC/IOKHEHMEe reHOMa NPON30LLIIO He 3a CYET YBeIMYEHNA KONu-
YyecTBa reHOB, a 3a CYEeT YC/IOKHEHMA MEXaHM3MOB PerynaLmnm, anbTepHaTUBHOrO Crnan-
cuHra, pegaktuposaHusa PHK n gp. Co BpemeHeM CTaHOBUNOCH BCce Gonee ouyeBUAHbIM,
4TO BONBLUMHCTBO reHeTUYecKux 6onesHen He MOryT ObiTb OObACHEHbI M3MEHEHNAMNU B
OTAENbHbIX N HECKONbKUX reHax. [MoHMMaHne 6onblUoN BapmaTUBHOCTM reHoMa npu-
BEJI0 K MOWCKY accoumaumii mexagy onpeneneHHbIMU FreHOMHbIMU BapraHTaMn 1 PUCKOM
pPa3BUTUA TeX WM UHbBIX KIMHMUYECKMX NpoasneHnin. MeanumHCKasa reHeTrKa B 3Hauu-
TeSIbHOWM YacCTW CTana reHeTUKON PNCKOB.
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HoBble BblCOKOpa3peLuatoLe MeToAbl aHan13a ganm BO3MOXHOCTb nccnepgosate JHK
eVHNYHBIX KNETOK OPraHOB U TKAHEeN, B KOTOPbIX MPOABAAETCA reHeTMYeckas naTonorus.
Taknum ob6paszom noABmIacb BO3MOXHOCTb MOHATb, KaK reHeTnyeckaa nporpamma pas-
BUTWA peannsyeTcsa B Mopdonornyeckyo n/vnm Grusnonornyeckyto natonorno aHHoro
opraHa. Hapsagy ¢ oXvnaaeMbiMU Pas3nnUMAMM B YPOBHSAX SKCMPECCUMX reHOB B MaTosio-
TMYHbIX 1 300POBbIX OPraHax/TKaHAX, 0OHaPYXMANCb CTPYKTYPHbIE Pa3fnuma 1 B CaMOM
reHeTnyeckom matepuane. Ctano NOHATHO, YTO A4J1A OpraHM3Ma XapakTepHa BblCOKas CTe-
NneHb reHeTUYECKOWN reTePOreHHOCTM COCTaBAAIOLWMX €ro KNEeTOK.

3a npoleawre nNoyTh aBa AECATUNETNA NOC/Ee 3aBepLUeHMA NpoeKTa «[eHoM yenoBe-
Ka» 3aMeTHO U3MEHWNNCb YCSIOBUA, B KOTOPbIX GYHKLMOHNPYET MeAMLNHCKaA reHeTuKa:
1) nossunucb 6ecnpeleneHTHble reHeTnYecKre nabopaTopHble AMarHOCTUYeCKMe BO3-

MOKHOCTH, PyTMHHO NCMOJb3YIOLMECA B KITMHUYECKON NpaKTuKe (Hanpumep, pasnny-

Hble BapVaHTbl CEKBEHNPOBAHMA HOBOIO NOKOSIEHUSA 11 XPOMOCOMHOIO MMKPOMATPMY-

HOro aHanums3a);

2) CTanu LWWMPOKO JOCTYMHbIMU Pa3fiyHble reHeTUYeCKMe NCCneloBaHNA, KOTOPble MOX-
HO caenaTb B TOM UYmncsie 6e3 HanpaBieHnA Bpaya, U CHU3WANCD LIEHbI HA HUX;

3) nonynapur3auuna JOCTXKEHWI MeAULMHCKOW reHeTUKN NpUBENa K YBeIMYeHMo Crpo-
Ca Ha reHeTUYeCcKMe UCCNefOBaHUA Kak CO CTOPOHbI Bpadel (anddepeHumanbHas
LAVArHoCTUKa 3aboneBaHni, aHann3 reHeTUYeCKoM NPeapPacnonoXXeHHOCTU K pa3nny-
HbIM COCTOSIHMAM/3a00/1eBaHNAM, FTeHETUYECKME UCCIefoBaHMA MPU OTATOWEHHOM
CeEMeNHOM aHaMHe3e), TaK U CO CTOPOHbI HacesnieHnA (eCTb NN PUCK Nepedaym NOTOM-
CTBY HacnefCTBEHHbIX 3a60neBaHNi, eCTb N PUCK NOABIIEHNA reHeTnYecknx bones-
HEM U T. A.).

Ho n3meHmnach Takxe 1 cMTyauusa B CaMON MeAULIMHCKON reHeTrKe. KonoccanbHbIn
06beM 1 CNIOXKHOCTb reHeTUYeckon nHbopmaunm (YHUKaNbHOCTb COYeTaHUA reHeTnYe-
CKUX U3MEHEHWI Jaxke Ans OA4HOTUMHOWM MaTONOrMW; BblCOKaA CTeMeHb reTeporeHHOCTr
reHoma Ha ypoBHe OpraHu3ma, TKaHel 1 KneToK) notpeboBanu KapanHanbHbIX N3MeHe-
HWUI B paboTe Bpaya-reHeTMKa (HEO6XOAMMOCTb rMYyOOKMX 3HAHWI MONEKYNAPHON reHe-
TUKK, 06A3aTeNbHOE yMeHMe paboTaTh C PasNMUHbIMU reHeTUYeCKUMM 6a3amu JaHHbIX B
pexrnme OHManmH 1 T. g.) [2-4].

OrpomHoe KonmnyecTBo npepasiaraeMbiX reHeTUYECKUX NCCNefoBaHNM, [OCTYMHOCTb
nX 1 BOCTPeboBaHHOCTb NOTpebOBaN HOBOro NoAXxoAa K opraHmnsaunum MeguKko-reHe-
Tnuyeckom cnyx6bl. CyliecTBOBaHME TONIbKO OAHOrO creumnanncta (Bpaya-reHeTrika) He
OTBEYaeT BO3POCWNM TPebOBaHUAM CO CTOPOHbI HAaceleHA N Bpavyen-KINHULMCTOB.
C ofHOM CTOPOHbI, CTana NOHATHa HeobxogMMocTb 6onee rnybokol crneumanusaymm
no MeANUUHCKMM CreunanbHOCTAM (Hanpumep, reHeTUK-OHKOOT, reHeTUK-Kapanonor
W T 4.), acpapyron — TpeboBanocb 6onee TecHoe B3auMOLeNCTBME BHYTPM KOMaHAbI
reHeTuMKoB. [pomn3owno nepeocmbicneHvie GyHKUUM 1 3afay CcneumanucToB B mMeau-
LUMHCKOW TreHeTUKe: KINNMHUYECKNX TeHETUKOB, NabopaTOPHbIX FEHETMKOB N reHeTuye-
CKMX KOHCYNIbTaHTOB — B pamMKax efuHON cNyXObl. KNMHMYECKNIA reHeTuK — 3TO BpavY,
KOTOpPbI OTBETCTBEHEH 3a OKOHYaTEe/NbHY MOCTAHOBKY reHeTMyeckoro gmarHosa. OH
[omKeH obnafgatb rny6oKMMM 3HAHMAMY MeQULNHCKOWM reHeTUKM B NPodunbHOM cre-
umanmsaumm (Hanpumep, B OHKOSIOMUWU, Neanatpum n Ap.). JTabopaTopHbIN reHeTuK
obecneunBaeT BbINOJIHEHNE FeHETUYECKNX TEeCTOB, NPOBOAMT NepBUYHYIO 00paboTKy
MosyYeHHbIX pe3ynbTaToB. JlTabopaTOpHLIA FeHeTUK M3yyaeT BO3MOXHble reHeTuve-
CKMe HapyLleHna Ha pa3Hbix ypoBHaAX (JHK, xpomocombl, 6e10K U T. fi.), NO3TOMY B 3TOM
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obnactu CyleCTByeT TakXe MHOTI0 y3KuX cneynan n3auun (no O6'beKTy nccnenoBaHMA n
NcnoJibzyembim meTodam). KnnHmnyeckmne reHeTuKkn TecHO COTPYAHNYAKOT C na6opaTop-
HbIMU TeHeTUKaMIN NP Ha3HAYeHUN TeHEeTUYEeCKOro aHannsa n nHTepnpetaynmn pesynb-
TaTOB NreHETUYECKNX TECTOB. J'Ia6opaTopr|e nccnenoBaHMA HacneaCTBEHHDbIX 3abone-
BaHWI CNIOXKHbI U BKJTHOYAKOT HECKONbKO Pa3NINYHbIX TUNOB TECTUPOBAHUA. OnuntenbHoe
BpemMA MNpakThnKa MeAMLUNHCKON reHeTMKN BKOYana B ceba «CcHayana d)EHOTI/II'I», TO
€CTb KIIMHNYECKUI reHeTMK Ha OCHOBE AaHHbIX OCMOTpPa NauneHTa 1 npegnonaraemMoro
AnarHo3a Ha3Ha4van na6opaToprle TeCTbl, @ 3aTeM CTaBW OKOHYATENbHbIN ANarHo3
y4yeTOM NONyYeHHbIX Pe3ynbTaToB. OpHako B HacTosALlee BpemMA C BBEAEHNEM B Npak-
TUKY MYJNbTUT€HHbIX naHenen, KOTOpblE ncaieqyrT HeCKO/IbKO reHoB O4HOBPEMEHHO
nnbo BeCb reHoM, napagnrMa TeCTMpoBaHNA N3MeHWUNACb Ha «CHa4ana reHom, a 3aTemMm
d)EHOTI/II'I». Bo mHorumx cnyyaax onAa noCTaHOBKM AMarHo3a HEO6XO,EI,I/IMO nccnenoBatb
MHOFO FeHOB U Ha 60MblIOe KONMYECTBO M)/TaLI,I/IVI B HUX. PaHee 3TO BbINONHANOCHL B
BMAe OQMHOYHbIX UccnegoBaHnin. B HacToAwee BpemA 6bICTpee 1 oewessie 31O caenatb
C MOMOLLbIO NccnefoBaHmA Bcero reHoma. Ho, ¢ ,D,pyr0|7| CTOPOHDI, 3TO NPUBOAUT K 0o6Ha-
PYy>eHunto 60MbLIOro KONMYecTBa U3MEHeHU, U3 KOTOPbIX TOJIbKO €ANHNYHbIE OTBET-
CTBEHHbI 3a KOHKPETHbIE KIIMHNYeCKne NpoABNEHNA. WHbiMK cnoBamu, NHTEpNpeTauna
npwu aHannse naHenewn CMAbHO 3aBUCUT OT KNIMHNYECKOTO KOHTEKCTa, a 3TO npeabABnAeT
3HauUTeNIbHO 6osblue Tp66OBaHI/II7I, yem 6b110 paHee, K KNINMHN4YeCKomy un na6opaTop-
HOMY reHeTuKam. C noasneHnem u OOCTYNMHOCTbIO WMPOKOIro CnekTpa reHeTnvyecknx
nccnefoBaHuin BO3pOdC/ia Harpyska Ha KIIMHNYeCKNX reHETUKOB. JTa Harpy3ska He Bcerga
afleKBaTHa 3aja4d4aMm, ctoAalwmnm nepeq KNMHNYECKUM reHETUKOM. ,D,OCTyﬂ HOCTb aHaNnn30B
npueena K UsSMeHeHMI0 KOHTUHIeHTa ncaiegyemMbixX: BO3podsia AonA nogen, KOTOpPbIE HE
nmMmenn KnNHn4ecknx I'IpOFlBJ'IEHVIIZ, HO MHTepecoBanncCb CBOMM 3400POBbEM. prr pa6o-
Tbl KNMNMHNYECKOIO reHeTnKa HECI'IEU,I/I(I)I/IHECKVI paclmMpunnca, Tak Kak aHan3bl ganeko
HE BcCerfa 6bINn CBA3aHbI C ONArHOCTMKOWN reHeTn4eckoro 3aboneBaHnA. OKa3anocb
PaunoHanbHbIM NepeaaTb CBA3aHHYIO C HUMK pa60Ty Apyromy cneymnanncTty reHeTmnye-
CcKom CJ'Iy>K6bI, a MUMEHHO reHeTU4YeCKOMY KOHCYJIbTaHTY.

Mpodeccna «reHeTUUECKNI KOHCYNIbTaHT»

[eHeTUUecKne KOHCYNbTaHTbl NOABUANCH AABHO. B oTnmume oT KnvHMyeckoro reHe-
TUKa, TeHEeTUYECKUA KOHCYNIbTaHT MOXET He MMeTb MeAWLMHCKoro obpa3oBaHuA. ITO
cneyunanuncT, UMeLL cTeneHb 6akanaspa 1 NpoLleALWwniA CleuranbHyo NoAroTOBKY Mo
reHetumke. Yxke B 1940-x rogax B CLLUA HeCKONbKO MeAVLIMHCKMX LIeHTPOB OTKPbINU oTae-
NEeHNA, B KOTOPbIX MPOBOANIOCH KOHCYIbTUPOBaHMeE Cynpy»KeCKnX nap no NoBoAy pucka
HacnefCTBEHHbIX 3aboneBaHuin B Mx notomcTae [5]. CamM TEPMUH «reHeTUYECKOe KOHCYIb-
TpoBaHue» 6bi1 BBefleH B 1947 ropgy LengoHom Praom — ogHMM 13 NepBbix amepurKaH-
CKMX reHeTMKOoB. [epBOHaYanbHO KOHCYNbTUPOBaHWE NPOBOAUAN TepaneBTbl. ictopua
npodeccmm reHeTMYeCKoro KOHCynbTaHTa Havanacb B CLLUIA c nosasneHnem nepBoii maru-
cTepcKoil Nporpammbl 0byueHus B konnegke Capbl SloypeHc B Hbto-Mopke B 1969 roay [6].
K Hauany 2018 r. cyuectBoBano yxxe nouty 7000 reHeTUUYECKNX KOHCYNbTaHTOB 6onee uem
B 28 cTpaHax [7]. Tem He MeHee fedULUT reHeTUUYECKNX KOHCYNIbTaHTOB CYLLEeCTBYET fAaxKe
B TaKMx cTpaHax, kak CLUA [8]. TeHeTnueckoe KOHCYNbTUpOBaHMe Hanbonee pasBUTO Kak
npodeccua B CLUA, KaHage, BenvkobputaHum 1 ABCTpanmu.

KoHCynbTaHTbI-reHeTUKN — 3TO cneyuanncTbl B 06nacT 34paBooOXpaHeHNns, KOTo-
pble 06befMHAT HayKy O MeAUUMHCKOW reHeTMKe C MCKYCCTBOM KOHCYNbTUPOBAHUA.
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KoHcynbTaHTbI-reHeTUKM 06yuyeHbl OKa3blBaTb LUMPOKUIA CMEKTP YCNyr OTAenbHbIM
nnuaM 1 cemMbAM, BKOYas NOMOLLb B c6ope U M3yYeHUN MeAULIMHCKUX Y CeMeMHbIX
ncTopuin 6onesHy; NPoBOANTL OLLEHKY, a 3aTeM MHGOPMMPOBaHME NALMEHTOB O reHe-
TUYECKMX PUCKaX 1 BapraHTax reHeTUYeCKoro TeCTUPOBaHUA; KOHCYNbTUPOBATb Nepef
TeCTUpOBaHUeM, YTOObl MTOMOYb MaLMeHTaM NOHATb BO3MOXHOCTY U OrpaHUYEeHNA reHe-
TUYECKMX TECTOB; MOMOraTb B MHTEPMpeTaLnmn pe3ynbTaToB reHeTUYeCKnx TecToB; obe-
CneunBaTb NOCTTECTOBOE FeHeTUYECKOEe KOHCYNbTUPOBaHME, YTOObl NOMOYb NaLeHTaM
MOHATb 3HaUeHMe pe3yNbTaToB TECTOB ANA cebA 1 uneHoB cBOUX cemeil. OHU paboTatoT
B KJIMHWYECKMX, NabopaTOpHbIX, UCCNefoBaTENbCKUX, MEANLMHCKAX U APYTUX YUpeK-
LEHUAX, TAe reHeTNYeCcKme TeCTbl 1 YCNyry NPefoCTaBAATCA B COTPYAHMYECTBE C Bpa-
YOM-TeHEeTUKOM (KNMHNYECKUM FeHETUKOM) UAN APYrMM BpauyoMm. KnmHnyeckas npakTu-
Ka BapbMpyeTca Kak BHYTPW CTPaHbl, Tak U MeXAy CTpaHamu. B Tex cTpaHax, KoTopble
HaumMHatoT GopMMPOBaTL HaLMOHasbHble MeAVKO-TeHeTMYeCcKne Cny»Kbbl, OKa3anocb
Havnbonee onTYManbHbIM 1 3GPEKTUBHBIM HaUMHATL C MOAFOTOBKU 1 Pa3BUTUA CUCTEMDI
Me[IVKO-TEHETNYECKOTO KOHCYNIbTMPOBaHNA Kak NePBUYHONO 3BeHa MeAUKO-reHeTnYe-
CKOW CNyX0bl.

DaKTNyecKkn reHeTUYECKNe KOHCYSbTaHTbl paboTaloT MpaKkTUYecky BO Bcex 0bnacTax
KIIMHWYECKOM NpakTuKW. Ho Hanbonbluee KONMUYECTBO UX COCPeoTOYeHO B Haubonee
CoUManbHO 3HAUMMbIX OTPAcNAX (OHKOMOrWA, cepAeUYHO-COCYAMNCTasn NaTonorua, negu-
aTpuA). B 3TUX e 06nacTAX COCPeAOTOUEHbl U OCHOBHbIE MONEKYNIAPHO-TeHeTUYeCcKme
nccnepoBaHuA. OpHOWM M3 OCHOBHBIX obnacTeil paboTbl FEHETUUECKMX KOHCYNIbTaHTOB
No-npexHemy ocTaeTcsA NpeHaTanbHas AMarHOCTNKa B CBA3M C PUCKOM POXAEHNA AeTel C
HacneacTBeHHbIMM 3aboneBaHNAMU. HecMoTpA Ha abCOMIOTHDBIN POCT UMCNa KOHCYbTaH-
TOB B 3TOI 06M1aCTV, UX AONA CPefM BCEX KOHCYNBTaHTOB HEYKJTIOHHO CHIKaeTcA (CM. pucy-
HOK), UTO OGBACHAETCA POCTOM KOMMYECTBA FEHETUUYECKIX KOHCYNBTaHTOB B APYrMX 06/a-
CTAX MeguumMHbl. Tak, 2016 rop 6bin NepBbIM FOAOM, B KOTOPOM FreHeTUKa paka (3a cuet
ymcna NPaKTUKYIOLWNX B HEN KOHCYNbTaHTOB-reHeT!KOB) Gblna Ha3BaHa Hanbonee pac-
NPOCTPaHEHHOW 06nacTbio creunan3aumin.
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0651acT NPAKTUKMN FeHETUYECKNX KOHCYNbTaHTOB B NPOLIEHTaX No AaHHbIM HaymoHanbHoro obuectsa
KOHCY/IbTAaHTOB MO reHeTuke [9]

Areas of practice for genetic counselors as a percentage according to the National Society of Genetics
Consultants [9]
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KoHcynbTaHTbI-reHeTnKK, paboTatolme B negnaTpuu, enatT akLeHT Ha Hernocpes-
CTBEHHOM 340pOBbe AeTei. [1Jo NOABNEHNA OHKONOTMYECKUX FEHETUYECKMX KOHCYMb-
Tauun negmaTpuYeckoe reHeTryeckoe KOHCYNbTYpoBaHve Obl1o BTOPON Mo pacnpo-
CTPAHEHHOCTN 06NnacTblo PaboTbl reHeTMKOB. B nmocnegHne roabl fONA reHeTUYeCKnx
KOHCYNbTAaHTOB, NPAKTUKYIOLWMX NeanaTpuYeckyto reHeTuKy, yCTON4MBO yBenn4ymnBaeT-
CA. DTO, BEPOATHO, OTpaxkaeT TOT GpaKT, UTo nexallaa B OCHOBE reHeTnyeckasa 3TUONOo-
rma geTckux 6onesHeln CTaHOBUTCA BCe Gonee oYyeBUAHOWN, a BO3SMOXHOCTb CKPUHUH-
ra c NOMOLLbIO CEKBEHMPOBaHWA Cnefyiolero nokoseHna yBenmunBaeT BO3MOXKHOCTb
BbIABNEHMWA reHeTUYeCckon NpuYrHbl psaga 3aboneBaHunii, KOTOpble paHblue «yCKoJb3a-
N» OT MeANLIMHCKUX PabOTHUKOB.

C MOMeHTa 3aBeplUeHnA npoekTa «[eHOM yenoBeKa» YeTKO 0603Hauunacb HoBas
rpynna notpebuTeneln reHeTUYECKOro TeCTUPOBAHMUA — 3TO HEMOCPEACTBEHHO NOAN,
KOTOpble MOTyT HanpAMYI0 3aKa3aTb TO WU NHOE reHeTnuYeckoe nccnegosaHune. bosnb-
LWIMHCTBO reHeTUYeCKnX ANarHoCcTMyecknx nabopatopuin TeCTUPYIOT LUMPOKUI CEeKTP
reHoB 1 NMO3BOMAT YeNoBeKy OTNPaBuTb obpaseL, B KOMMNaHuio 6e3 yyacTusa nocTas-
WMKa MeguunHCKMX ycnyr. leHeTuyeckoe TeCcTMpOBaHWE, KOTOpoe MnpefocTaBnAatoT
3TN KOMNAHWW, U KOHKPETHbIE reHbl UAn nonnmopdr3mMbl MOTYT He NpefCcTaBnATb dak-
TUYecKoro pucka sabonesaHua. Ocobyio 06ecnoKOeHHOCTb Bbl3biBaeT BHeApeHMe Kak
B roCyfapCTBEHHOM, Tak 1 B YaCTHOM CeKTOpe 3paBOOXPaHeHNA NPOrHOCTMYECKMX
TeCTOB, ANA KOTOPbIX OTCYTCTBYIOT AOCTAaTOUYHbIE JOKa3aTeNbCTBa aHaNUTUUYECKON U
KMMHNYECKOWN BaNIMAHOCTY, KNnHMYecKon adpdekTmBHOCTU. Hanpumep, PeecTp reHe-
TUYEeCKOro TecTupoBaHuAa HalnoHanbHOro NHCTUTYTa 3apaBooxpaHerHna CLUA coob-
wan B 2017 rogy o 6onee yem 55 000 JOCTYMHbIX reHETUYECKMX TECTOB, B TO BPEMA Kak
HaunoHanbHaa meguuMHCKas 6ubnnoTeka nmena 457 pekomeHgauuin no UCNonb3o-
BaHMIo reHeTmyecknx Tectos [10]. Ho B nto6om cnyyae nonyyaemblin 13 nabopatopun
pe3ynbTaT reHeTYeckoro/reHOMHOro MCCnefoBaHNA COAEPXUT BGonblioe Konnye-
CTBO aHaNN3UpPYyeMbIX FeHOB, Cpefin KOTOPbIX €CTb BbICOKaA BEPOATHOCTb HaXOXAEHUA
NaToNIorM4yecKoro BapuaHTa reHa. HacKonbKo OH MOXeT NpUBECTU K Pa3BUTUIO NPO-
6nem co 3gopoBbem y naumneHTa? CamoCTOATENBHO OH 3TO pewWwnTb He MoXeT. B nge-
anbHOW CMTyaunmn NaumMeHT OTNPaBAETCA K FreHETUYECKOMY KOHCYNbTaHTY ANnA NHTep-
npetaunn pesynbTaToB TecTUpyeMol naHenu. KoHCynbTaHT 06bACHAET NonyyYeHHble
pe3ynbTaTbl, 06Cy)KaeT C noceTutTenem LenecoobpasHOCTb AanbHenwmnx obcnepo-
BaHWUN 1 HabnogeHmaA y npodunbHoro cneymanmcta. OfgHako reHeTUYeCcKnin KOHCYb-
TaHT MOXEeT OKa3aTbCA B TPYAHOM MOJIOKEHUM B CBA3U C BEPOATHOCTbIO BbiABNEHMUA
NaToNOrMYHbIX BAPUAHTOB C HEMOJIHOWN NEHEeTPAHTHOCTbIO K, rOpa3fo valle, BapuaH-
TOB C HEN3BECTHOM KNMHUYECKON 3HAUMMOCTbI0. B CBA3M C 3TMM BO3HMKaeT noTpeb-
HOCTb B TOM, UTOObI KOMMAHUN MO TECTUPOBAHUIO reHoMa, paboTatoLme HanpAMYyo C
notpebutenamm, npmudéerany K MOMOoLLN reHeTUYECKMUX KOHCYNIbTaHTOB, YTOObI MaLueH-
Tbl MOHUMaNN BO3MOXKHbIe PUCK, OTPaHUYEHMA 1 NpenMyLLecTBa BbIGpaHHOro MmeTofa
[0 Hayana TeCTUpOBaHMA.

[lo HacToALero BpemeH OCHOBHOW Liefblo reHeTUYeCKMX NcceaoBaHuii Obina gna-
FHOCTMKA XPOMOCOMHbIX aHOMAJINA 1 MOHOTEHHbIX 3aboneBaHuii. OfHAKO 3TOro Hefo-
cTaToyHO. CNMCOK reHeTUYeCKUX aHOManim OYeHb BENK, M BO3POC CMPOC KINHNYECKMX
reHeTVKOB Ha paclIMpeHHble reHeTUYeckne NcciefoBaHuA BNIOTb AO BCEro reHoma.
OTO CTano BO3MOXHbIM C AOCTYNHOCTbIO U LUMPOKUM PacipoCTPaHEHNEM FeHOMHOrO
TecTupoBaHuA. [poncxoanT nepexop OT PeakTMBHOINO reHeTUYeCcKoro TeCTUpPOoBaHMA
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ANA ANarHOCTMKN B OCHOBHOM XPOMOCOMHbIX M MOHOTeHHbIX 3a60neBaHni K MPOaKTMB-
HOMY TeCTMPOBaHMWIO Ha OCHOBE FeHOMa [ MHOXECTBEHHbIX CJIOXHbIX 3aboneBaHuni
C uenbto npodpunakTnkm 6onesHen. ITM U3MEHEHMA NO3BONAIOT FOBOPUTbL O NeEpPeEXoae
OT reHeTUYeCKoro TeCTMPOBAHNA K T’EHOMHOMY 1, COOTBETCTBEHHO, OT TPaANLMOHHOIO
reHeTNYeCKOoro KOHCYNbTMPOBAHUA K Tak Ha3blBA€MOMY F€HOMHOMY KOHCY/bTUPOBa-
Huto [11-15]. Yxke B 2018 roay, no AgaHHbIM HaumnMoHanbHOro peectpa reHeTUYeCKnX KOH-
CynbTaHTOB, 19% KOHCYNbTaHTOB COOOLW MM, YTO paboTalT B reHOMHON meauLuHe [9].
Mpodeccns reHeTMUeCKOro KOHCyNbTaHTa NPOAOSIXKaeT pa3BMBaTbCA U pearmpoBaTtb Ha
MeHALWNACA «naHawadT» reHOMHOW MefmLumMHbl. Bce 310 TpebyeT foNonHUTENbHOrO
0byueHunsa n MogndUKaL il C y4eTom TeKyllen Mogenu npefocTaBneHna MeauuuHCKom
nomoLu.

B 3AKJTIOYEHUE

Mopgenb TpagMUMOHHOIO KOHCYNIbTMPOBaHWSA PeakTMBHOW MEAULIMHDI, TOe reHeTuyec-
KOe KOHCYNbTUPOBaHWE 1 TECTUPOBaHNE MpefAHa3HaueHbl ONA peLleHna KIMHUYECKON
npo6nembl UM BOMPOCa, He BCeraa oTBevYaeT MOTPEOHOCTAM HAaCTOSALEro BPEMEHMU.
JononHutenbHo TpebyeTcs BBEAEHWE MHOW — MPOAKTUBHOW — MOAENW, BKItOUaloLiel
OLIeHKY PUCKOB 3aborieBaHWii Ha OCHOBE aHanu3a Bcero reHoma. Takaa mogenb 6yaet
BK/OUATb TILATENbHOE PACCMOTPEHVE 3HAUMMOCTY 3TUX PE3YbTaTOB U, BO3MOXKHO, KOH-
CyNbTUPOBaHME MO BOMpocaM NpodunakTnkim 3a60neBaHN Y NPUHATAA NPEBEHTUBHbIX
TepaneBTUYECKMX PeLleHNIA.

YuuTbiBas OUHAMWKY Pa3BUTUSA HOBbIX TEXHOJNOTUIA, Pa3pbiB MeXAy TEXHUUYECKMU
BO3MOXXHOCTAMYW FEHETUYECKOrO TECTUPOBAHUS U KIIMHUYECKM UCMONIb30BaHMEM 3TUX
BO3MOXHOCTEN 6yAeT MNOCTOAHHO HapacTaTb. B CBA3M C 3TMM JOKHA COBEPLUEHCTBO-
BaTbCA CCTEMA MOAFOTOBKM MOMOABIX KPeaTVBHbIX KaapoB, KOTopble 6yayT paboTaTb BO
BCex chepax MeAULIMHDI B KQUeCTBe reHETNUYECKMX KOHCYNbTAaHTOB. B Halleli cTpaHe yxe
cerofiHA OCTPO CTOWT BOMPOC O Creumanm3auny reHeTMKa-oHKOoJora, reHeTuKa-HeBpo-
nora, reHeTuKa — cneymnanncTa no MetTabonnueckm bonesHsam. Yke B 6nmkalliee Bpe-
M5l BO3HVKHET HEOOXOAMMOCTb BHOCUTb M3MEHEHUSA B PErNaMeHTUPYOLWNEe JOKYMEHTDI
0 HOCTPUOUKALMMN TEX WIIN VHbIX BpauyebHbIX JOSIXKHOCTEN 1 NepecMaTpriBaTh WTaTHble
pacnuncaHnsa BO MHOTUX MeOULMHCKUX yuypexaeHuax. HecmoTpa Ha To uto TpeboBaHuA
K 3HAHUAM ¥ HaBbIKaM FreHETNYECKOrO KOHCYNbTaHTa U3MEHANNCh 1 Pa3BMBaNNCh, POsib
[aHHbIX CrMeunanncToB ocCTanacb HeM3MeHHOW. KOHCYNbTaHTbI-reHETVKM NPOAOKAIOT
rMomMoraTb MOHATH CJIOXKHYIO HAayuHY0 HGOPMALMIO MAaLMeHTaM, CEMbAM, Bpayam-cneLu-
anncTam, OPMEHTUPOBATLCA B TOHKOCTAX FEHETUYECKOro TECTUPOBaHUA, YTO MO3BONAET
CEMbAM MHTErprPOBaTbCA B OOLLECTBO U CNPABASATHCA C HOBbIMU, PaHee HEV3BECTHbIMMY,
3aboneBaHUsMN.
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