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Baenenne

B mocnenHue roapl JOCTUTHYTHI 3HAYMTEIbHBIC YCIIEXU
B TIpEHATAJbHOI NTUAarHOCTUKE BPOXIEHHBIX TTOPOKOB pa3-
BUTHUSI U XPOMOCOMHBIX aHOMAJIMI TUIofa, YeMy CIocOoOCT-
BOBAJIO BHeIpeHMEe B cyowbekTax Poccuiickoit Deneparym
YHU(DUIMPOBAHHON CHCTEMBbl pAHHETO KOMOMHHUPOBAHHOTO
MpeHaTaJbHOIO0 CKPUHUHIa OEpeMEHHbIX, PerlaMEHTUPO-
BaHHoro Ilpuxaszom MuH3npaBa Poccum ot 12 HosiOpsi
2012 r. Ne 572u [1]. TTo manHbIM AyauTa-2016, 4yBCTBH-
TEJbHOCTh METOJA BBISIBJICHUSI TPUCOMMU XpOMOCOMBI 21
B uejioM mmo Poccuu B 2015 romy cocraBuia 83%. Mexny
TeM, B CUCTEMY IMpeHaTalbHON AMArHOCTUYECKON MOMOILIN
aKTUBHO WHTETPUPYIOTCSI COBpPEMEHHbIE HEWHBA3WBHBIC
CKPMHUHTOBBIE TEXHOJOTUM OOHAPYXEHHUs YacCThIX XPOMO-
COMHBIX aHeyruiouauit (XA) y 1Uloma, 4YTO TO3BOJISET
YMEHBIIUTh YUCIEHHOCTh TPYIITBI PUCKA M COKPATUTh KO-
JINYECTBO MHBA3UBHBIX Tpouenyp [2].

B 1997 rony 6bu1a 06HapykeHa cCBOOOJHO-LIMPKYIUPYIO-
mas BHekserouHas JJHK (Bk/IHK) miona B xpoBu matepu
[3], u cycts 10 et HayanKuch pabOTHI MO TTPAKTUYECKOMY

MPUMEHEHUI0 3TOTO OTKPBITUS ISl AETEKIIMM XPOMOCOM-
HbIX aHOMAJIMH TJI0JIAa M CO3MaHNI0 METOJIOB HEMHBAa3MBHOTO
npeHaraiabHoro tectupoBanus (HUIIT) [4, 5]. 1o Tectupo-
BaHUsI XPOMOCOMHOIA MaTOJIOrMK ObLTN pa3paboTaHbl U BHE-
IpPEHBbI B KIMHUYECKYIO TIPAKTUKY MPOTOKOJBI IJIsT OTIpe/ie-
nenust Bo BKJAHK mona, BeineneHHON U3 KpoBU OepeMeH-
HOM SKEHIIWHBI, MapKepoB, IMepeHarollnxcs OT OTIa, Ha-
npumep: Y xpomocomsl, RhD [6, 7].

HMHTeHCUBHOE pa3BUTHE MOJEKYISIPHO-TEHETUYECKUX
METOJIOB TPEIOCTaBUJIO MHCTPYMEHTHI ISl 3(HEeKTUBHOTO
netektupoBanus BKAHK miona. OnHoit u3 Hambojee ak-
TUBHO UCIOJIb3yeMbIX TexHosoruii aerekimu BKAHK miona
SIBJISIETCSI  BBICOKOINPOM3BOAUTEIbHOE  CEKBEHHUPOBAaHME
(Next-Generation Sequencing, NGS) [8]. [Ipunuumn patdo-
Thl O0JbIIMHCTBA Mcnoab3yeMblx B HUIIT anroputmoB 3a-
KJII0YaeTcsl B CpaBHEHUM KOJMYecTBa (hparMeHTOB (MOJU-
MOP(MU3MOB) KaxI0il XpOMOCOMBI KaxJ0T0 OT/AEIbHOI0 00-
pasiia co cpeiHuM 3HaueHueM. [losnydeHHble B pesysbraTe
CEKBEHUPOBaHUsI (PparMeHThbl C MCMOJIb30BAHUEM CIElUa-
JILHOTO TIPOTPAMMHOTO 00eCTIeUeHUSI «PACKIIaAbIBAIOTCSI» IO
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XPOMOCOMaM, TMOACYUTHIBAECTCS KOJUYECTBO (HparMeHTOB,
COOTBETCTBYIOIIMX KaXIOW XPOMOCOME, U PAaCCUMUTHIBAETCS
BEPOSTHOCTh HATWUUA y Tutoga XA 10 BBIOPaHHOM XpOMO-
come [8].

Honst BkJIHK moma Bo3pactaeT co CpOKOM TecTalll,
Ho He Gostee yeM Ha 0,5% 3a Henmemo (B epuon 10—12,5 He-
He cpedHsis cKopocTh Bodpactanusi BKJIHK mioma co-
crapnsger 0,44% B Hememo, B mepuon 12,5—20 Henmenp —
0,08% B Henemo, mocie 20 Hemenu pocTt cocTasisteT a0 0,8%
B HEIEN0), YTO SBISICTCS apryMEHTOM IPOTUB MacCOBOTO
nepeHoca TeCTUPOBaHUs Ha 0oJiee TTO3AHMI TeCTallMOHHBIM
cpok [9]. HUTIT pekomeHayeTcs MpOBOAUTH ¢ 8§ aMOpHO-
HanbHbIX iKd 10—11 akymepckux Heaeab OepeMEeHHOCTU
[10]. JlaHHBII TeCT MPUMEHUM U Y TIOBTOPHO OepeMEHHBIX
XeHIIMH, mnockoibky BKJIHK mepecraer onpenensitecs
B KpOBU MaTepu IIPUMEPHO Yepe3 CyTKU rocie pomaoB. On-
HaKoO B cllyyae TpepbiBaHMSI OEpeMEeHHOCTH TOBBIILIEHHASs
nonst BKAHK mioma MoxeT coxpaHSTbCsS B TeUEHHUE He-
cKoabKuxX nHeit [11]. OnTUManbHBIA CPOK IS TECTHUPOBA-
HMSI BbIOpaH C YYETOM TEXHOJOTMYECKMX BO3MOXHOCTEM
MeTO/a, KIMHUYECKUX aCTMeKTOB MPeHATaTbHOM IMarHOCTH-
KM, a TaKXe 3aKOHOJATeIbHO YCTAaHOBJIEHHBIX CPOKOB Ipe-
pbIBaHUS OEPEeMEHHOCTH MO MEIUIMHCKUM TOKa3aHUsIM
C y4eTOM BpEeMEHU, HEOOXOMMMOTO [UISI BBIMOJTHEHUS
HMUIIT u noarBepXxaarlieil TMarHOCTUKY (HarpuMmep, aM-
HuoueHTe3a). [Ipy BO3MOXHOCTY MPOBECTU MOATBEPKAAI0-
1IIyI0 OTUAarHOCTUKY B 0ojiee KOPOTKME CPOKM (Harpumep,
MpU UCCIeNOBAaHUN aMHUOTUYECKOM KUAKOCTU METOIaMU
QF-ITLP winu MuKpomMaTpUUHOTO aHaIu3a), CPOKU UCClIe-
JIOBAHUSI MOTYT OBITh U3MEHEHBI.

OcHoBHbIM uctouHukoMm BKJIHK mioma B kpoBoTOke
MaTepu SIBJISIOTCS alONTOTUYECKUE KIIETKM Tpodobiacra,
nostomy npu nposeaeHn HUIIT koppekTHee ToBOpUTH 00
aHanmuze BKAHK mnanieHtapHoii mpuponbl. B kpoBotoke
marepu goist BKJAHK miona cocrabnsier okono 10%, onHa-
KO €€ KOJIMYECTBO 3aBUCUT OT MHIMBUIYATbHBIX OCOOCHHO-
CTe KEHIIMHBI, a TaKXe MCIOJIb3yeEMOr0 METOJA BbIEse-
aus BKAHK. IToporom mst yenenrnoro niposeaeruss HUIIT
cunrtaetcst 4% [12]. Ipu vuskoii mone BkJIHK mMoxHO omm-
OOYHO OIpeNeUTh TPUCOMUIO KaK HOPMY, MO3TOMY OJHOM
U3 BaXHBIX TEXHOJOTMYECKUX 3amady TIpu TIPOBEACHUU
HUIIT asnsercs ouenka monu BKAHK miona B KpoBu ma-

tepu. Jlons BkAHK miona 3aBucuT OT MHOTMX (haKTOPOB.
OHa NoHMXXeHa IIPY OHKOJIOTUYECKHUX 3a00J1eBaHUSIX Y KEH-
IIMHEI (13-3a BRICOKOM goau MatepuHckoit BKJIHK 1o mpu-
YHHE HeKpOo3a OMyX0JIEBbIX KJIETOK), ITPU BEICOKOM MHICKCE
Macchl TeJla XXeHIIMHBI [12], accolmmpoBaHa ¢ HeG1aronpu-
STHBIMU Mcxogamu OGepemeHHocTM U XA 1oga [13, 14].
Cnuikom 6omnbias ppakius BKJHK mroma moxer cBune-
TEJbCTBOBATh O PA3JIMYHBIX TECTAIMOHHBIX OCJIOXHEHUSIX
(HampuMmep, 00 3KJIaMIICMU, HayaBlIeMcsl BhIKUbILe) [15].
OnHaKo yCTaHOBJIEHNE TOYHBIX MOPOTOBBIX 3HAYEHUI Tpa-
HUILI HOPMBI WX TnaToyioruy 3HauyeHuil monu BKAHK, mpu
KOTOPOi1 MOXHO ObLIO Obl MPOTHO3UPOBATH OCJIOXHEHUSI
0OepeMEHHOCTH, NIOKA HE MPEACTaBIISIETCS BO3MOXHBIM.

Ouenka nporHocruyeckoii nennoctn HUIIT
npH cCKpuHHHre XA

M3 Bcex CKpUHUHTOBBIX METONOB BBISIBJIEHUST XA Y TIJI0-
na metonbl HUIIT uMeroT HauboIbliy0 YyBCTBUTEIbHOCTD
U crielupuyHocTh. YyBCTBUTENHLHOCTD OOJBIIMHCTBA METO-
JOB 3asIBJISIETCS] pa3paboTYMKamMu OJM3KOW (MU Jaxe paB-
Hoit) 100%, a crieuuduuHOCTh — Gojice 99% U HEKOTO-
pbix XA, XOTS 3TU 3HAYEHUSI BADbUPYIOT B Pa3HbIX MyOJIUKa-
muax [17, 18]. JuarHocTyeckue XapaKTepUCTUKU CKPH-
auHra XA nyrem HUIIT npuBeneHs! B Tabauiie.

OpHako, HECMOTPS Ha O4YeHb BhicOKue 3HaueHus:, 100%
YYBCTBUTEILHOCTb U CNEUM(PUIHOCTh MPU UCIOJIb30BAHUN
HUIIT npuHUMDMaIbHO HEAOCTUXKMMBL BCJIELCTBUE Dsila
OMOJOTMYECKUX TMPUYMH (HaIlpuMep, Mo3auliM3Ma B ILIa-
LIEHTe, Y TUIOAA WJIM y CaMOi OepeMeHHOI keHIITHbI) [20].

BaxxHoe 3HaueHue MpU OLIEHKE KIMHUYECKON 3HAUMMO-
ctu HUTIT umeet takoit mapaMeTp, Kak MPOTHOCTUYECKAsI
LIEHHOCTb ToJIOXKUTeIbHOTO pe3yabraTa, [TLIITP (PPV, posi-
tive predictive value). ITLIITP, kak BepoSATHOCTb TOTO, YTO
nMeeTcss UICKOMOoe 3a00JeBaHe UM COCTOSIHUE (B TaHHOM
ciayyae HaJlMuue aHeymjaouauu), NpeAcTaBisieT Co00M 10110
WCTUHHO TIOJIOXMTEIbHBIX PE3yJbTaTOB CPEAM BCEX IOJIO-
JKUTEJbHBIX 3HauYeHUil TecTa. TeopeTuyecKu MOXKHO ObLIO
Ob1 oxxuaaTh, uro [TLITP Oyner Hike B rpynme 6epeMeHHBIX
C HU3KMM PUCKOM, PACCUMTAHHBIM IO BO3pAcTy MaTepH, 1o
CPaBHEHMIO C TPYIION BBICOKOTO pucka. B psie padot mo-
kazaHo, uto I1LITP HUIIT HeBbicoKa B rpynmax 6epeMeH-

Tabnmua

DOwnarHoctnyeckne xapakrepuctukn JHK-ckpuHuHra aHeynnomauin nnoga no KpoBu Matepu gisi pasfinyHbIX
XpoMocoM (npueepeHbl ¢ 95% [oBepuTesnibHbIM UHTEPBANIOM, PACCHMUTAHHBIM MO 0000LLEHHbIM AaHHbIM) [uuT. no 19]

AHannaunpyemas [MpoBeneHo YyBCTBUTENBHOCTL, | CheundunyHocTb, PPV, NPV?,
XpomMocoma nccnenoBaHum % % % %
21 77 526 99,17 (98,48-99,6) 99,94 (99,92-99,95) | 96,07 (94,84-97,08) | 99,99 (99,98-99,99)
18 77 526 97,80 (95,7-99,04) | 99,94 (99,92-99,96 88,97 (85,48-91,87)| 99,99 (99,98-100)
13 77 526 95,92 (89,88-98,88) | 99,94 (99,92-99,95) | 65,73 (57,34-73,46) | 99,99 (99,99-100)
X/Y 22 390 95,18 (88,12-98,67) | 99,88 (99,83-99,92) | 75,24 (65,86-83,14) | 99,98 (99,95-100)
MpvimeyaHue. ' PPV (MporHocTUyeckast LLIeHHOCTb MONIOXUTENEHOrO pesynbrarta) — NPOLEHT NNL, C MOSIOXUTENbHBIMU pedyfbTa-
TaMmun TecTa, y KOTOPbIX UMeeTcsi UcKoMoe 3a6osneBanue. 2 NPV (MporHocTuyeckas LeHHOCTb OTPULIATENbHOMO peaysibTaTa) —
NMPOLEHT NNL, C OTPULLATENbHbLIMUY Pe3yJibTaTaMu TECTA, Y KOTOPbIX HET MCKOMOro 3ab0sieBaHus.
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HBIX C HU3KUM pUCKOM [21—23]. Mexay TeMm, B mocjenHee
BpeMSI B HECKOJIBKMX KPYITHBIX UCCIIEIOBAHUSIX ObLIa TTOKa-
3aHa Bbicokas [ILIITP kak B rpymnme ¢ BBICOKMM, TaK U
B IpyIIe ¢ HU3KUM puckoM. [Ipu aHanu3e pe3ynbTaToB Tec-
TupoBaHusl 17 885 mamumeHToK (Cpead KOTOPBIX ObLIO
356 ¢ BeIcOKMM puckom), ITLIITP B rpymmax ¢ BBICOKUM
(>keHUIMHBL >35 J1eT) U HU3KUM (KeHIIUHbI <35 JeT) puc-
KOM COCTaBMJIa OKOJIO 83% IUIs1 BCeX aHaIM3MPOBABIIMXCS
B uiccaenoBanuu XA u 91% s tpucomunm 21 [24], mpudem
TTLIITP st rpynmbl KeHIIMH cTapiie 35 jieT ObUT aHaJor-
yeH [TIIITP ansa rpynmel skeHumH Maanie 35 iger. B npyrom
KcclieioBaHuu, npoBegeHHOM B Kutae, Ha 146958 oGpas-
110B, BKItouaBiux 1578 ciyyaeB aneyrutouanid, [TUTTP mns
tpucomuu 21 cocraBuia 92% (720 UCTUHHO TMOJIOXUTEb-
HBIX cirydaeB 13 781 mojoxutenbHbIX pesyiabratoB HUIIT),
77% nnst tpucomuu 18 (167 u3 218), u Tonbko 33% mist Tpu-
comun 13 (22 u3 67) [25]. Takum o6pazom, TTLIIP mpu
HUIIT mns xpomocom 21 u 18 MMeeT 1OCTaTOUHO BBHICOKHE
3HA4YeHUs B Ipymnmax OepeMEeHHBIX KaK C BbICOKUM, TaK U
C HU3KUM DHUCKOM, OMpenessieMbIM IO BO3pacTy MaTepu,
qTo AejaeT NPUHLMI (HOPMUPOBAHUST TIOKA3aHMM JJIst
HUWIIT Ha ocHOBaHMU pacCUMTAHHOTO «BO3PACTHOIO» PUC-
Ka XA HepaloHaIbHBIM.

Braromapst BBICOKO#1 YyBCTBUTEIEHOCTH M CITEIN(PUUHO-
ctu HUIIT sBasiercst oTHUM U3 JIy4IIMX METOIOB CKPUHUH-
ra Ha Tpucomuu 21 u 18 y rmioga 1 mo3BOJISIET CYLLIECTBEHHO
MOBLICUTH 3(D(MEKTUBHOCTh UX BBISIBJICHUSI, OMHOBPEMEHHO
YMEHbILAsl YUCTIO MHBA3UBHBIX BMEIIATEIbCTB [0 CPaBHE-
HUIO ¢ OOLIEeNPUHSITHIM CKpUHUHIOM. Metoast HUIIT mo-
TyT OBITH 9()(EKTUBHBI KaK B IPYyIIe OepeMeHHBIX XKeHIINH
BBICOKOTO, TaK W B IpyIIe HU3Koro pucka. OpHako isi To-
ro, uroonl BHeapeHue HUIIT B maccoBbie ITporpaMMBbl paH-
Hero MpeHaTaJbHOTO CKPUHUHIA SIBUJIOCH 3KOHOMUYECKHU
MpUEMIIEMbIM, B TIOCJETHUE TOIbl BEAYTCs pa3paboTKu pas-
JIMYHBIX BAPUAHTOB KOTOPTHOTO MPEHATAILHOTO CKPUHUH-
ra, COYETAIIMX TPAIULIMOHHBIN CKPUHUHT TMEPBOrO TPHU-
mectpa 1 HUIIT B rpynme cpennHero pucka no T21, chop-
MMPOBAHHOI MO pe3yJbTaTaM TeCTUPOBAaHMSI Ha MPEAbIIy-
meMm ararne [26, 27].

BaxxHoe KJIMHUYeCKOoe 3HAUeHUEe MMEET BBIOOP HOMOJI-
HUTEJIbHBIX XPOMOCOM MJIM YYACTKOB XPOMOCOM JIsI BKJIIO-
yenus B maHenb HUIIT. Texnonornueckn HUIIT mo3Bosns-
€T BBISIBJISITH JIIOOYIO aHEYIJIOMINIO0, OIHAKO 3TOT BBIOOD
JNIOJDKeH OBITh OOYCIIOBJEH PSIAOM KPUTEPUEB: 4YacTOTOM
BCTPEUAaEMOCTH, TPYIHOCTSIMU BBISIBJICHUS TIPU OOLIETIPU-
HSITOM (PYyTMHHOM) CKPUHUHTE, B TOM YMCJIe MPU YJIbTpa-
3BYKOBOM MCCJIE[IOBAaHUM TUIOAA, MAaTOT€HHOCTbIO JaHHOM
XA 1, B HEeMaJIOBaXKHOI CTeNeHM, SKOHOMUYECKOM 1IeJ1eco-
00pa3HOCThIO. B cBsI3M ¢ 3TMM 00CyknaeTcs 1ejecoodpas-
HoCTb ucnonb3oBaHuss HUIIT mis BbIsIBIEHUS aHEYILIOM-
JINIA TIOJIOBBIX XPOMOCOM B OCHOBHOM H3-3a «MSITKOTO» (he-
HOTHWIIA TIpU Takux HapyuieHusix [28]. Kpome Toro, ecrtb
PUCK TIOJYYEHUS JIOXKHOTOJOXUTEIbHBIX PE3yJIbTaTOB MPHU
BBISIBIEHUU cUHApoMa 45X BCIeICTBHE BO3MOXKHOIO MO3a-
uim3Ma no xpomocome X y OepeMEHHOU >XeHIIUHBI [29].
M3-3a 3TUX 06CTOSTENBCTB OOCYKIAIOTCSI STUYECKHE TTPOO-

JIEMbI, CBSI3aHHBIE C MpepbIBAHUEM OEPEMEHHOCTH TIOAOM
C aHeYIUIOMAMEN IO IOJIOBBIM XPOMOCOMAaM M <«BBIOOPOM
oJIa», Kak eIMHCTBEHHBIM MOTHBOM JUIS IIPOBEIEHUS TEC-
tupoBanus [30].

IlepcnekTuBbl ucnoab3opanne HUIIT
ISl BBISIBJICHHS MHKPO/IeJIeNuii/ MUK POAYIIHK LA

BoisiBiieHMe ylbTpa3ByKOBBIX MAPKEPOB MATOJOTUHU TUIO-
Ja SIBJISIETCSI MIPeAUKTOPOM HeOJIaromnpusITHOro mMcxoma Oe-
PEMEHHOCTH M IIpU HOPMaJbHOM Kapuotuime ruioga [31].
Pacyetsr mokasbeiBaioT, uto ot 20 10 30% BpOXKIECHHBIX TTO-
POKOB Pa3BUTHSI CBSI3aHbI MUKPOIYTUIMKALMSIMUA U MUKPO-
Jeneus MU, TO eCTh BapualvsMK YUCIa KOMUii (Copy num-
ber variation, CNV) y4acTKOB XpOMOCOM, KOTOPbIe HE BbI-
SIBIISTIOTCST TIPU PYTMHHOM ITUTOT€HETHYECKOM HCCIIEIOBA-
HMM BBUAY HeGosbinoro pasMepa (ot 1 T.m.H.) [32]. B Ha-
CTOsIIIIee BPeMsI XPOMOCOMHBIE aHOMAaJIMM TaKoro paszmepa
BBISIBJISIIOTCSI METOJIOM CPaBHUTEIBHOM T€HOMHOM TMOPUIN-
3anuu Ha yunax (aCGH), mo3BosisioimnmM CylecTBeHHO T0-
BBICUTD paspelneHue Kapuotunuposanus [33]. aCGH mnpo-
BOISAT Ha MaTrepuaie, MoJydyaeMoM IpU MHBa3MBHOW aua-
THOCTUKE (OMOTICHsI BOPCUH XOPHMOHA, aMHUOLIEHTe3, KOp-
noieHTe3). JlemaloTcsl TOMBITKA BBISIBICHUST KIMHUUYECKU
3HaunMbIX CNV nipu niposenenun HUIIT [34]. Hanpumep,
B MCCJIeO0BaHUU, OIyOaMKOBaHHOM Jensen M coaBT. [35]
MPOJIEMOHCTPUPOBAHO OOHapyXeHWEe JAeJelMy ydJacTkKa
22q11.2 pa3amepom 3 MJIH I1.H., KOTOpasi BbI3bIBAET CUHAPOM
Hu Txopxu (DiGeorge, MIM:188400) MeToq0OM BBICOKO-
MpOM3BOAUTEILHOIO cekBeHpoBaHus BKAHK miona.

Teopernyeckn npu HUIIT moryr BoisiBasgteess CNV
JM000ro pazMepa, HO JUIsl €r0 UCIIOb30BAHUSI C OTOM LIEJbIO
B KJIMHUYECKON MpaKTUKe TpeOyeTcsl pelieHue OOJbIIOro
quciia TEeXHUYECKUX 3a1a4, HanmpuMep, obecredeHne 1ocTa-
TOYHOTO KauyecTBa TIPOUTCHUS] aHATU3UPYEMBIX YJaCTKOB
JUTSI TIONTYYeHUsSI TOCTOBEPHBIX pe3ynabTaTtoB [36, 37]. Hema-
JIOB&XHYIO POJIb UIPaeT M 3KOHOMMYEcKas Iiefecoobpas-
HOCTb MPEHATaJIbHOTO BbIsiBeHUS MaToreHHbIx CNV MeTo-
mamu HUIIT. B nracrogmmit Moment HUTIT He mo3Bonster
PYTMHHO  TIPOBOIWTH  ITOJIHOTEHOMHBIE — WCCIIEIOBAHUS
BkIHK mona. OcHoBHBIM HemoctatkoM HUIIT mis obHa-
pyxenuss CNV Ha ceromHs sIBJsIeTCSl 3HAYUTEIbHOE KOJIU-
YECTBO JIOXKHOTOJOXUTEBHBIX M JIOKHOOTPULIATETbHBIX
pe3yJNbTaToOB, MO3TOMY TPU HEOOXOAMMOCTH TTOJTHOTEHOM-
Horo aHanuza CNV 1uiona peKoMeHIyeTcsl MOJeKyIsipHOe
KapUOTUIIMpOBaHUE OuomaTepuaia, IIOJIy4eHHOIO IIyTEM
aMHHMOIIEHTe3a WM OMOTICUY BOPCUH XOopHoHa [16].

ITockonbky monss MarepuHckoir BKIHK cyiectBeHHO
npessbiitaeT goawo BKJAHK mioma, nccnenmoBanue BkJIHK,
IMTOMUMO TIOWCKA aHEYIUTOMIUM TII0Aa, TAaKXKe MOXET OBbITh
MPUMEHEHO JIJIST BBISIBJIEHUSI POIUTEIBCKUX (MATEPUHCKMX)
CNV, HeKoTopble U3 KOTOPBIX MOTYT SIBJISIThCSI KITMHUYECKU
3HayuMbIMU [38]. OmHAKO B 3TOM Cilyyae BOZHUKAET 3TUYE-
cKag mpobyieMa, cBa3aHHas ¢ THOOPMUPOBAHUEM TAallUEHT-
KU O BBISIBJIEHHBIX Y Hee KIIMHUYecKH 3HaYuMbIX CNV, uc-
cJe0BaHKe KOTOPBIX OHA He 3alpalluBaia.
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IlepcnexTuBnl ncnoan3zoBanna HUIIT nas
NPEHATAJIbHO! JUATHOCTUKA MOHOTE€HHOM MATOJOTHHA

B KxauecTBe mNEpPCNEKTMBHOIO HaMpaBJIeHUS CJenyeT
ynoMsiHyTb ucnonb3oBanre HUTIT mist npeHaranbHol 1ua-
THOCTUKM MOHOT€HHO# naTonoruu. OQHaKko, 10 BHEAPSHUS
9TUX TECTOB B KJIMHUYECKYIO MTPAKTUKY HEOOXOIMMO TTPeo-
JOJIETh 1IEJIBIA PSii TeXHOJIOrMYeckux mnpobiem. Tak kak
BkJIHK mona cocrasisier HeOOJIBIIYIO A0JI0 OT BCEid LIMP-
KyJaupyoouieir B 1miaazme OepeMeHHOM >keHiuHbl BKJIIHK,
3aTPYIHEHO TOYHOE BBISIBJIEHNE MAaTePUHCKUX ajulesieil yHa-
cnenoBaHHbIX mionoM [39]. Tlo 3Toif nMpuYMHE OCHOBHOI
aKIEHT JieJlaeTcsl Ha OOHapyXeHUe Y TUIoa OTLOBCKUX all-
Jieneit, U Mpu OOHApYXXEHUHU y TUIOA YHACJeJOBaHHBIX OT
OTIIa MYTAaHTHBIX aJljieJieil BO3MOXHa HEMHBA3MBHasl MpeHa-
TajibHasl TMarHOCTUKA ayTOCOMHO-JIOMUHAHTHBIX 3a00J1eBa-
Huii [40—44], Torna Kak OTCyTCTBUE TaKMX aJulesieil y riona
MOXET OBbITb UCTIOIb30BAHO JIJIs1 UCKITIOUEHHUSI Y TIJI0/1a ayTO-
COMHO-PELIECCUBHBIX 3a00eBaHmil [45, 46]. DTu cTpaternn
OBITM YCTIEIITHO MPUMEHEHBI JUIsl IPeHaTaIbHON TMarHOCTU-
KM TakKMX 3a00JIeBaHUSIX, KaK aXOHIPOIUIa3usl, MUOTOHUYE-
ckas nuctpodusi, 601e3Hb [eHTMHITOHA U OeTa-TajacceMus
[40—46]. Tem He MeHee, OCTAIOTCS CJIOXHOCTU B CUTYallM-
SIX, KOTJa TUIOJ MOT YHAcJeloBaTh ayTOCOMHO-IOMUHAHT-
HOe 3a0oJieBaHue OT MaTepu, WU KOrJaa MaTb U OTell SIBJIsI-
JIUChb HOCUTENISIMM OJMHAKOBOW MyTallMu, MPUBOASIIEH
K ayTOCOMHO-PELIeCCUBHOMY 3abojeBanuio [46]. B Hacros-
ee BpeMsl pa3padaTblBalOTCS METO/IbI, TTO3BOJISIIOLIUE aHA-
JIM3UPOBATh HAIMYME Y TUIONIA PA3HBIX COUETAHU I TOUKOBBIX
MyTallMii MPU ayTOCOMHO-PELECCUBHBIX 3a00JIeBaHUSIX W
TOMO3MTOTHOCTD Tu1oaa [47].

Taxum ob6pazoMm, B manbHeiinem HUIIT moxer craTh
pacTipoCcTpaHHEHHBIM MHCTPYMEHTOM TpeHaTaJlbHOW aua-
THOCTUKM, B TOM uucie s 3¢HEeKTUBHOrO NpeHaTaaibHOro
TEeCTUpOBaHUsI Ha XA B rpyIine cpeaHero pucka, copmu-
POBaHHOI MO pe3yJbTaTaM pPYTUHHOIO TMPEHATATLHOTO
CKpMHMHTA, a TIPU JOCTUXKEHMM HEOOXOMIMMBIX UYYBCTBU-
TEJIbHOCTU U CIELU(PUYHOCTU, OHO MO3BOJUT AUATHOCTUPO-
BaThb HEMHBA3UBHO HE TOJBKO XPOMOCOMHBIE U MUKPOXPO-
MOCOMHBbIE aHOMAJIMHY TUTOJA, HO M PsIi MOHOTEHHBIX 3a00-
JIEBAaHUM.

DTHYeCKHEe MPOOIEMBI
npu KJIMHNYecKOM ucnoyb3oannn HUIIT

B cBsasu ¢ Bce Gonee yactbiM npumeHeHuem HMUMIIT
B KJIMHUYECKON TMpaKTUKe W €ro Bce OOJIbIIel TOCTYITHO-
CTbIO BO3HUKAET Psifi MpobJieM, KOTOpble 00CYXAaI0TCsI TPO-
eccuoHanbHbIM coobIecTBOM. Tak, BbicoKasi 3bhdekTUB-
HocTh ucnonb3oBanuss HUIIT B rpynmax HU3KOro prcka Io
XA y miona, ero 6e30MacHOCTb U TOCTYITHOCTh MOXET I10-
BJIeYb 3a CO0OI OTHOLIEHNE K MOA00OHOMY TECTMPOBAHMIO,
KaK K «pyTHHE», YTO B CBOIO OYEpeb MOXET MPUBECTU K He-
JOOLIEHKE 3HAYUMMOCTH MEAMKO-T€HETUUECKOTO KOHCY/IbTHU-
pOBaHMS MTPU Ha3HAYEHUU TECTUPOBAHUS W, OCOOEHHO, T0-
cJie nosiydeHust ero pesynbraTtoB. [locie mpoBeneHHbIX 1uC-
Kyccuil aKcnepThl, npeacTasisoie Epponeiickoe u Ame-

pukaHckoe obiectsa reHeTrku yenoeka (ESHG u ASHG)
nogyepkuBaloT HeooxonumocTh HazHayeHnst HUIIT tonxbko
CIELUATMCTOM MIPU YCIIOBUU 00513aT€bHOTO KOHCYJIBTUPO-
BaHMS 10 TECTMPOBAHUS M TOCTE TOJYYeHMsI pe3ysbTara
[48]. TTpu oTOM ClleiyeT yUYUThIBATh, YTO YEM LIUPE Mpeia-
raeTcsl TeCT U 4yeM OoJIbllle pa3HOOOpa3HbIX BapUAHTOB pe-
3yJIbTaTOB TECTUPOBAHUSI MOXHO TOJYYUTb, TaM CJIOXHEe
MPUHSATD pellieHUe TOTeHIMATbHBIM POAUTENSIM U TEM TIPO-
eccruoHanbHee M0JKHO ObITh MEIUKO-TeHETUYECKOe KOH-
cynbtupoBanue. Ilockonpky ITLIIIP nna yactu Tectupye-
MBIX 3a00JIeBaHUI MOXET ObLIb MOBOJBHO HU3KOM, MOMI-
TBepxkaeHue pesyabraroB HUIIT myrém mHBa3sMBHOI aua-
THOCTUKM MOXET COIMPOBOXIATHCS HEONMPaBAAHHBIM PUC-
KOM TMpepbiBaHUs OepeMeHHOCTU. B a2Toil cBsizu ocoboe
3HaUeHWEe TPHOOPETAIOT BOIMPOCHI TIOTHOTBI, TOYHOCTU W
HEeMpeaB3SITOCTH UHGMOPMaIMKM, KOTOPYIO MAIlMEHThI MOJy-
yaloT oT Bpaya. CUTyaIuIo YCYTyOJIsieT KOMMepLMaIu3alus
HWIIT: mHorme TtecThl pa3paboTaHbl W TPUMEHSIIOTCS
B KOMMEPYECKHUX CTPYKTYpax U MOTYT MPEIOCTaBISITHCS MO~
Tpeburteso 0e3 MpeTecTOBOro KOHCYJIbTUPOBaHUS. B 3Toi
CBSI3M BO3HMKAET BOIPOC, HACKOJIBKO MOXHO OBITh YBEPEH-
HBIM, YTO KCHIIMHBI IPUHUMAIOT JOOPOBOJILHOE M UH(DOP-
MUpPOBaHHOE pelleHue O TecTupoBaHMM? HekoTopble uc-
cJieoBaHMS TTOKAa3bIBAIOT, YTO B CTpaHax, B KOTOPBIX Tpe-
HaTaJbHbIN CKPUHUHT 00s13aTeJieH, XKEHIIIUHBI Pexke TPUHU-
MaloT obgyMmanHoe perenue [49]. YacTo Ha XKeHIIMH OKa-
3bIBAIOT JAaBJeHUE OPraHbl 31PaBOOXPAHEHMsI, BpauM, 4acT-
Hble MEAUUMHCKME KOMITAHUM, CTpaxoBble KOMIIAHWUM,
CpeAcTBa MaccoBOi MH(OpMalUK, O0IIECTBEHHOEe MHEHUE.
CB0o0oy penpoayKTUBHOTO BEIOOpA OrpaHUYMBAET OTCYTCT-
BME JOCTAaTOYHON COLMATBbHON MOANEPXKKU ceMell ¢ 00ib-
HBIMU JIETBMU W JTOCTYITHBIX MEIUIIMHCKUX YCIYT ISl pe-
O0eHka-uHBaMAa. CouuanbHOE AaBIeHUE HA CEMbIO CTaBUT
ee repes HeOOXOMMMOCTBIO «100POBOJILHOTO» MPUHSTHS €B-
reHnyeckoro peweHust. KoMmMepuumanusanus TecCTupoBaHus
CTaBUT IOJI BOTIPOC COOTIOAEHUE TIPUHIIMIIOB CITPABEUTNBO-
CTU U TOCTYMHOCTH. [1py 3TOM HOBBIE TEHETUYECKHE TEXHO-
JIOTUU CO3MAIOT BIeUaTJIeHUE, YTO CEIeKTUBHBIM abopT cTa-
HOBUTCS YeM-TO «HOPMAaJbHBIM M OaHAJTbHBIM», YTO MOXKET
M3MEHUTb OTHOILEHWE K IeTSIM Y MHBAJIUAAM.

Pazsutne HUIIT nogHumaer psin Apyrux BaXKHBIX MO-
PaJbHBIX U 3TUYECKUX MPOOJeM, NMPUBEIEM HEKOTOpbIE U3
Hux. He mpuBener am Bo3pacTatomas moctyrmHocts HUIIT
K TOMY, U4TO MOYTH MPU KaXI0h OEpeMEHHOCTU, B TeX CIy-
yasx, Korja BOMpOCchkl (PMHAHCUPOBAHMSI HE UMEIOT 3Haue-
HUsI, OyayT IPUMEHSIThCS paciuupeHHble BapuaHnTel HUIIT
U OTpENesIsITbCS XPOMOCOMHbBIE TEpPECTPOMKU C HESICHOM
KJIMHUYECKOM 3HauMMocThio? ClriefyeT M B 3TOM CBA3U
OrPaHUYUTD CIEKTP TECTUPYEMOI MAaTOJOTUU TOJIBKO TSIKe-
JIBIMU 3200JIEBAHUSIMU, KOTOPBIE SBJISIIOTCS OCHOBaHMEM
IUTST TIpEpBhIBaHUSI OEpeMEeHHOCTH, WX, HaobopoT, 3aboJie-
BAHUSMM, JIEUEHHE KOTOPBIX BO3MOXHO €1l€ BO BHYTPUYT-
poOHOM Tiepuozie WK cpasdy nociie poxjaeHus? Kakum nos-
JKHO ObITh MHGOPMUPOBAHHOE COIVIACHE XEHUIMHBI U ee
naptHepa? CooOluaTh WIXM He COOOLIATh MM O HaWIeHHBIX
M3MEHEHUSIX C HEONpPEIeICHHON KIMHMYECKOW 3HAaYMMO-
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cthto? He Oyner v HapyllleHO npaBo pebeHKa 3HATh WK He
3HaTh F€HETUYECKYI0 MH(POPMaIIMIO O cede, U He IOBJIeYET
JIM TaKoe 0o0CIeIoBaHNe ero JMCKPUMUHAIMIO U CTUTMAaTH-
3anuio? OOCYXIalTCsl TaKKe BOMPOCHI, TPEOYIOIIUE ajb-
HeWLIMX AMCKYCCUI, B TOM YMCJIe BOMPOCHI CIIPaBEUINBO-
CTU pacripefesieHnsT OOILECTBEHHBIX PECYpCOB, NUPEKTUB-
HOCTM WJIM HEIUPEKTUBHOCTU M OOecTieueHrs: CBOOOIHOTO
MHGOPMUPOBAHHOTO PEMPOAYKTUBHOTO BBIOOPA TSI CYMPY-
xeckux map [48, 50, 51].

Crneunduyeckoil 3TUYECKOM IPOOJIeMOIi, CBSI3aHHOI
¢ HUIIT, asnsgercs ompeneneHue moa IjI0aa Mo XeJIaHUIo
pomuTeNeil TPU OTCYTCTBUM MEIUIIMHCKUX TOKA3aHMIA,
CJIeZICTBUEM KOTOPOTO MOXET ObIThb MpephiBaHUe OepeMeH-
HOCTH TIJIONIOM <«HeXeJlaTeJbHOro» moja. MHOTMMU 3KCIep-
TaMU yXe BbICKa3bIBAIOTCSI OMACeHUsI, YTO Oarogapst UCIo-
JIb30BaHUIO HEMHBA3WBHBIX METOIOB BO3MOKHO YBETMYCHME
UCIOJIb30BaHUSI MPEHATAIbHOM AMArHOCTUKY TSI CENIEKIIMU
110 ToJy.

Pexomennanun
American College of Medical Genetics and Genomics

CyMMUpYs pe3yJIbTaThl HAYYHBIX U KIMHUYECKHX UCCTIe-
NOBaHU, AMEpUKAHCKMI KOJIEMK MEAMIMHCKON IreHeTH-
ku u reHomuku (American College of Medical Genetics and
Genomics, ACMG) pa3paboTai 0OHOBIIEHHOE pPyKOBOJCTBO
o ucnonb3oBanio HUIIT [16]. OcHOBHBIE ITOJOXKEHUS
9TOr0 PYKOBOJACTBA TOCBSILEHbI HEOOXOAMMOCTH Meau-
KO-T€HETUYECKOTO KOHCYJIbTUPOBAHMS TALMEHTOB M WMH-
(OopMHPOBAHUU UX O BO3MOXHOCTSIX U OTPAaHUYEHUSIX TEeC-
ta. ACMG pekoMmeHayeT UHGOPMUPOBATL MALMEHTOB 10
MPOBECHUS] TECTUPOBAHUSI:

® 0 Pa3IMYHBIX JOCTYMHBIX CKPUHMHTOBBIX TECTaX ISt
BBISIBJICHUST XA y TJI0oAa JJIsT TIPUHSATUST UMHA OOTyMaHHOTO
pellieHUsI o BbIOOPY MeToJa MPEeHATAIbHOTO MCCIeI0Ba-
HMSI, U TIPEAOCTaBUTb MM IMPaBO BbIOOpa CKPUHUHIOBOM
npouenypsl. Heobxonumo Takxke MH(GOpMUPOBATh MallEeH-
TOB O BO3MOXHOCTH TIPOBEICHUST IMarHOCTUIECKOTO TeCTH-
poBaHUS (aMHMOLIEHTE3 WM OMOTICUSI BOPCUH XOpPHOHA)
JUTS BbISIBJIEHUST XA 1 KIMHUYecKU 3HauuMbix CNV 1ipu no-
JIOKUTEJbHBIX pe3yJIbTaTaX CKPMHMHTA.

® o HaubOombiIeil yyBcTBUTeabHOCTH HUIIT Ha cuHmpo-
Mmbl JayHa, [Taray u DaBapca o cpaBHEHUIO C IPYTUMU BU-
JaMU TIPeHaTaIbHOTO CKpUHUHTIA. [Ipy MoNOKUTENTbHOM pe-
3y/lbTaTe CKpMHUHTa ¢ ucnojb3oBanueM HUIIT HeoOxomu-
MO TIpejjiaratb 6epeMeHHBIM XeHIIMHAM WHBa3WBHOE JIHa-
rHoctuueckoe TectupoBaHue. OqHako ACMG He peKoMeH-
QIyeT B HacTtosiee Bpemsl ucnonb3osate HUIIT mist ckpu-
HUHTa aHeyIUIOUAuiA Apyrux ayrocoMm (kpome 13, 18 u 21);

® 0 BO3MOXHOCTM CKPMHWHTA aHEYIUIOMIUN TI0 TOJI0-
BBIM XpOMOCOMAaM, OJHAKO TPU OTCYTCTBUM KIMHUUYECKUX
MOKa3aHUi VISl TAKOTO pojia UCCAeNOBAHUI PEKOMEHIYETC s
u30erathb ero MpoBeAeHUs U3-3a OMACEHUI, YTO eNMHCTBEH-
HOW IIeJTbI0 TAKOTO TECTUPOBAHUS SIBJISICTCS] MACHTU(DUKA-
1ust Gmosiornyeckoro mnoja riaoaa. Heooxonumo nubopmu-
poBaTh MalMEHTOB O 3HAYUTEBHOM 071 JTOKHOMOIOXKUTE-

JIbHBIX Pe3YJbTAaTOB TECTUPOBAHUSI AaHEYIUIOUINIA MO MOJIO-
BbIM XpoMocoMaM. [1pu MoJOXUTETbHOM pe3yIbTaTe CKpHU-
HWHTA Ha aHEYTUIOMIMU ITOJIOBBIX XPOMOCOM CJIeAyeT Ha-
MPaBJIsITh MAMEHTKY Ha JMAarHOCTUYEeCKOEe MHBA3MBHOE Te-
CTUPOBAHUE;

® 0 CyllIeCTBOBAaHMU pacludpeHHbIX BapuanToB HUIIT,
JOTIOJTHUTEIbHO TO3BOJISIIOIIMX TTPOBOAUTh CKPUHUHT KJTU -
Hudyeckn 3HauMMBIX CNV. B mporecce mpeTecToBOro KoH-
CYJbTUPOBAHUSI PEKOMEHIYEeTCs OOCYXXAaTh C MalMeHTaMu
HEOOXOMMMYIO UM CTeTIeHb TIOJTHOThI TeHETUYeCKOi nH(Op-
Malliy O TUTo[e ¥ MHGOPMHUPOBATh X O OoJiee BHICOKOM Be-
POSITHOCTH JIOXKHOTIOJIOKUTEJIBHBIX M JIOXKHOOTPULIATE b~
HbIX Pe3yJabTaToB Mpu TecTupoBaHuM CNV 1o cpaBHEHUIO
¢ HUIIT nonsg ckpuHuHra aHeyruiounauii xpomocom 13, 18, u
21. Ilpn obnapyxenun natoreHHbBIX CNV nipu HUIIT He-
00X0aMMO TIpeiaraTh MalreHTaM WHBAa3UBHOE TMarHOCTU-
yeckoe TectupoBaHue. Bmecre ¢ tem, ACMG He peKOMeH-
nyet ucnojb3zoBanue HUIIT mist moaHoreHoMHOro aHaiau3a
CNV. Tlpu HEOOXOAMMOCTH TAaKOTO aHaM3a PEKOMEHIyeT-
csl MccieIoBaTh BOPCUHBI XOPMOHA WJIU MPOBOJIUTH aMHUO-
LIEHTE3 C TOCEAYIOIUM MOJEKYISIPHBIM KapUOTUITMPOBA-
HHEM.

Ocoboe BHUMaHUE B IOKYMEHTE y/esieHO (hakTopaM, KO-
TOpbIE MOTYT TOBJIMSITh Ha TOYHOCTb aHaiM3a. [10CKOIbKY
noins dertanbHoii BKAHK sBnsieTcss kitoueBoit njist ycrel-
Horo npoBeaeHust HUIIT, to npu ee HU3Koi1 none (MeHee
4%) pekoMeHIyeTCs TpeaiaraTh MalMeHTKe WHBAa3MBHOE
JIMarHoCTUYECKoe TecTupoBaHue. [ToBTOpHBIN 3a00p Mare-
puaja B 3TOM cliyyae Majio HMHGbOpMaTUBEH. Y KEHIUWUH
C BBICOKOW MacCO# Teja BEPOSITHOCTb IOJYYEHUS HU3KOM
nonu ¢deranbHoit BKIAHK cyiectBeHHO Bo3pacTaer, u Ta-
KHM XEHIIMHAM CTOUT PEKOMEHIOBATh JIPYroil METOJ Tpe-
HaTaJIbHOTO CKpUHMHTra. [1py MHOromiaonHoil GepeMeHHO-
CTH Y/WJIW WCITOJIb30BAaHUS TOHOPCKHUX OOLIMTOB HEOOXOMH-
MO TIpeIBapUTEIbHOE 00CYXIeHUE aIleKBATHOCTU MPUMEHEe-
HUs ucnonb3dyemoro Bapuanta HUTIT B KaxkaoM KOHKpeT-
HOM cJlyyae HaIpaBIsiollMM XEHIIWHY Ha MCCieioBaHue
BpauoOM C IIpeACTaBUTEISIMU JIabOpaTOpHu, B KOTOPOIi OyaeT
MPOBEIEHO TeCTUPOBAHUE.

ACMG pekomeHjiyeT coo0LIaTh MalueHTaM 0 BO3MOXHO-
CTU OOHApPYKEHMsI TEHOMHOTO AKcOanaHca ¢ HeoNpeneaeHHOM
KJIIMHUYECKON 3HAYMMOCTBIO. T1py ero BHISIBICHUH PEKOMEH-
JIyeTCsl HaIpaBJIsiTh MALMEHTKY K Bpauy-T€HETUKY JUIS 1ajib-
HeWImX KoHcyabTauuii. [Ipy Hamuuu B aHaMHe3¢ TaliMeHT-
KM TpaHCIUTAHTallMi KOCTHOTO MO3ra WJIM OPTaHOB OT JOHOPa
MY>KCKOTO TT0J1a WJI IOHOPA C HEM3BECTHBIM TI0JIOM PEKOMEH-
nyetcst ipemiarath omyHb ot HUTIT meTon mpeHaraibHO-
ro ckpuHuHTa. PekoMeHmyeTcs Takxke MHOOpMUPOBATh Mali-
EHTKY O TOM, 4YTO, eclii MeHee yeM 3a 4 Henenu go HUTIT eii
MPOBOIMJIOCH TIEpeSTMBAaHME KPOBU, BO3MOXHO HEIOCTOBEP-
HOE Onpe/e/ieHre MoJja Mmioaa.

B pexoMmeHmanusx mnomyepkuBaeTcs, 4to JabopaTtopuu
JOJKHBI TIPEIOCTaBIATh MHMOPMALIMIO TAllMEHTKe M Harpa-
BUBIIIEMY €€ Ha 00cCJIe[IoBaHMe Bpauy B 00beMe, TOCTATOUHOM
JUIST MHTEpHpeTalluyd pPe3yJbTaTOB W TPUHSITUSI PELLECHUI.
B otyete naboparopriu HEOOXOIMMO YKa3bIBaTh AOJIO (heTasb-
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Hoii BKJAHK, moctymHoit mis aHaymmza. Ecim pacuer noiu
BkJIHK npu nposenenun HUIIT nposectu He ymanoch, He-
00XOIMMO YETKO YKa3aTh BO3MOXKHBIC NMPUYMHBI 3T0ro. He-
Bo3MoxxHOCTh mpoBecTt HUTIT moxer ObITh 0OyclOBIeHA
TakXke HaIMYMeM MPOTSKEHHBIX 00acTeil TOMO3UTOTHOCTH
(M3-3a OMTHOPOIUTETLCKON TMCOMUM UM KPOBHOPOACTBEHHO-
ro Opaka). B Takux ciydasix mmociie KOHCYJIBTalluy CIIealIi-
CTa TMAalMeHTKAa MOXET ObITh HaIpaBjieHa Ha MOJEKYJSIPHOE
KapUOTUITMPOBAHME WM JPYTO€ UCCIIENOBAHUE.

IIpu MONOXUTENBbHBIX pe3yJibTaTaXx CKpUHMHTa Ha XA
B JIaOOPaTOPHOM 3aKJIIOUEHUM PEKOMEHIYETCSl yKa3bIBaThb
TILIIIP Tecta. Eciu tounblii pacyet IILIIIP HeBO3MOXEH,
PEKOMEHIYEeTCsI CIeNaTh OLEHKY Ha OCHOBAaHUU TTOITYJISIIIU-
OHHBIX JJAHHBIX O PAaCIPOCTPAHEHHOCTU KOHKPETHOU XA.

IIpy CKpyMHUHTE HAa AHEYTUIOMIMU ITOJIOBBIX XPOMOCOM
nmm CNV 0co0eHHO BaXKHO BKJIIOUATh B OTYET JlabopaTopuu
roKa3zartesiv, MO3BOJISIIOLIME AeaTh BbIBOJIbI O MPOrHOCTUYE-
CKOH 1IEHHOCTH TIOJIOXXUTEbHBIX U OTPULATEbHBIX PE3yJbTa-
TOB. DTU 3HAYEHMST JOJKHBI IOMOYb MAIlMEHTaM U KOHCYJIb-
THPYIOLLIMM MX TeHETUKAaM JIeJlaTh BbIBOJIbI, IPUHUMATD pellie-
HMS M 00ECTIeYnBAaTh MPABUIbHYIO MHTEPIIPETALIUIO TTOTyYeH-
HBIX pe3yabTaToB. [Tpu OTCYTCTBUM OLIEHOK MPOTHOCTUYECKOI
LIEHHOCTU TTOJIOXKUTEIBHBIX W OTPULATEIbHBIX PE3YJIbTaTOB
MPOBE/IEHNE CKPUHUHTA HA aHEYTUIOUIMY TIOJIOBBIX XPOMOCOM
u CNV metonom HUTIT He pekomeHayeTcsl.

CosmecTHble pekoMenaanuu EBponeiickoro
1 AMEepPHKAHCKOro 0OIIEeCTB T€HETHKH YeJI0BEeKa
npu npumenenun HUIIT ang npeHaTaabHOro CKpMHHMHIA

bauskue k pekomennanusam ACMG 1Mo MHOTMM BOIIPO-
caM TOJIOXKEeHUS OTPaXKeHHI B cTaThe [48], B KOTOpOIi M3II0-
’KeHa COBMecCTHasi mosuist EBpomneiickoro m AmepukaH-
CKOTro OOIIECTB TEHETUKMU YeJIOBEKa [0 TMPUMEHEHHUIO
HWIIT nnsa npeHaTaabHOro CKPMHUHTA U JAIOTCS PEKOMEH-
JAIY 110 KOHCYJIbTUPOBAHUIO MAIIMEHTOB. ABTOPBI OTMeUa-
o1, uro HUTIT umeer camyto BBICOKYIO TOUHOCTb TIPU TEC-
TUPOBAHUM Ha «CTaHJAAPTHO» BbIOMpPaeMble JJIsl CKPUHUHTA
aHEYIUIOMAUU, OJAHAKO IMOJOXUTeNbHbIN pe3ynbrar HUIIT
He cllefyeT paccMaTpuBaTh KaK OKOHYATENbHBIN ITHUArHo3.
Ecnu npennonaraercst npepbiBaTb 0€peMEHHOCTb, TO Pe3y-
nbtatel HUIIT cTouT nmepenpoBepsiTb MHBa3MBHBIM IpeHa-
TaJIbHBIM TECTUPOBaHUeM. boJbliioe BHUMaHKe aBTOPHI yiie-
JIIeT paslIMYHBIM  cleHapusM wucnojb3oBanuss HUIIT
B IporpamMmax IpeHaTaJIbHOIO CKPMHUHTA, 3TUYECKUM
npoGyiieMaM, KOTOpbI€ B CBSI3U C OTUM MOTYT BO3HUKATb, U
PEKOMEHIALIMSIM, KOTOpbIE TMO3BOJSIOT MX MUHHUMU3UPO-
BaTh. ABTOPHI IMOQYEePKMUBAIOT, 4TO HMcronb3oBanue HUIIT
HE JIOJDKHO TIPUBOAMTH K CHWXXEHUIO CTaHAAPTOB MeEIU-
KO-T€HETMUYECKOr0 KOHCYJBTUPOBaHUs, MpUYeM ocoboe
BHUMaHUE CleNyeT YAeasTh XeHIIMHAM U3 TPYII, KOTOpbIe
MeHee IPaMOTHBI B OTHOIIIEHUM 3TOPOBBSI.

DKCnepThl NPUILIN K 3aKTI0YEHHUIO, YTO MPH UCTIOIb30Ba-
vy HUIIT uckmountenbHO Ui CKpUHUHTA TPUCOMMIA XPO-
MocoM 21, 18 u 13 HeoOxomumMo n30eraTh MoydeHus JOTON-
HUTEJIbHOM MHGbOPMALMK O JeeLusIX WK AYTUTMKALUSIX TTpU

OTCYTCTBUM 3aIIpOCa CO CTOPOHBI MatmeHTa. OfHaKo mauueH-
ThI JIOJDKHBI OBITH OCBEAOMJIEHBI O BO3MOXHOCTH MOJYYEHUS
takoit uHdopmanuu. Pactmpenue HUIIT ansg ckpuHuHra
QHOMAJIMII TTOJIOBBIX XPOMOCOM, a TaKXKe MUKpPOIEICLMI He
TOJIbKO YBEJIMUMBAET MPOOJIEMBI, CBSI3aHHBIE C MH(DOPMUPOBa-
HUEM U KOHCYJBTMPOBAaHUEM MALMEHTOB, HO TaKXKe padoTaeT
MPOTUB OCHOBHOTO aprymeHTta B nosnb3y HUIIT no cpasHe-
HHUIO C TPAAULIMOHHBIMU MOAXOJAMU K MPEHATAIbHOMY CKPH-
HUHIY, YBEJIMYMBAsI KOJMYECTBO MHBA3WMBHBIX MPOLEIYp, U
B HacToOsIlIee BpEMsI HE PEKOMEH/IYeTCsl.

B crpanax, rme mpeHaTadbHBIA CKPUHUHI aHOMAJIWIA
10/1a TIpe/iaraeTcsl B Ka4ecTBe MporpaMMbl OOIIIECTBEHHO-
IO 3IpaBOOXPaHEHHsI, OPraHbl 3IPABOOXPAHEHUST TOKHbBI
WrpaTh aKTUBHYIO pPOJIb B OOECTEUYeHUU OTBETCTBEHHOTO
BBeneHust HUIIT B kauecTBe BTOPOTO MJIM TIEPBOTO YPOBHS
CKPUMHMHTIA Ha cuHApoM JlayHa W JIpyrue HauboJiee 4acTo
BbIOMpaeMble I CKpUHUHTA aHeYTUTOMINUU. DTO BJIeUeT 3a
coboif TIpemocTaBieHre OepeMEHHBIM HEOOXOZMMOM WH-
(opmanuu, obydyeHue nepcoHana, CUCTEMaTUUECKYIO OLIeH-
Ky KauecTBa M 3((HEKTUBHOCTH BCEX acMeKTOB MPOrpaMMbl
CKpMHMHTA, a TaKXXe 00ecIeueHre paBHOM JOCTYITHOCTH Te-
CTUPOBAHUS JUISI BceX OepeMeHHBIX XeHIIMH. [Ipu 3TOM
pasIuyHble CLIEHapuuM CKPUHUHIA C KCMOJb30BaHUEM
HUIIT nns Hanbosiee 4yacTo BHIOMpAEeMBbIX IS CKPUHUHTA
ayTOCOMHBIX aHEYIUIOUIMI JOJKHBI OLICHUBATHCS HE TOJIb-
KO C TOYKM 3pEHUS TOCTYITHOCTU T€X WJIM MHBIX TEXHOJOTUI
M 9KOHOMMYECKHX IMapaMeTpoB, HO M YYUTHIBATh LEIU U
LIEHHOCTH, MpUeMJIEMbIE JJIs 001eCTBa.

Kpome Toro, ciaemyer yduThIBaTh, YTO MOTPEOHOCTU ca-
MMX OEpPeMEHHBIX XKEHIIWH U MEIULIMHCKUX CTEeIMaJIUCTOB
B OTHOLLIEHUU MPEHATAIbHOTO TECTUPOBAHUSI MOTYT HE COB-
nanath. JIJist TOro, 4YToObI OLIEHUTD MPEAIIOYTeHUS OepeMeH -
HbBIX XEHIIWH U MEIULIMHCKUX CTIEIMaIUCTOB OTHOCUTEh-
HO MapaMeTpOB MPEHATAILHOTO CKPUHUMHTA 1Sl BbISIBJCHUU
Tprucomuu 21 ObUT MPOBEIEH OIPOC B AeBITU cTpaHax — Ka-
Hane, danuu, Ucnanauu, Wspaune, Mrtanuu, Hunepnan-
nax, IMopryraauu, Cunranype u BenukoOputanuu. B uc-
cJIe0BaHKeE BOILIO 2666 GepeMeHHBIX XKeHIIMH 1 1245 crie-
LIMAJIMCTOB 3ApaBooxpaHeHus [52]. [1pu aTom olleHUMBaIUCh
TaKue rapaMeTpbl, Kak: TOYHOCTb, BPeMsI BBITTOJIHEHUS TeC-
Ta, PUCK IOTepU O€peMEHHOCTU U TUII IToIy4aeMoit uHdop-
Mauuu. Pazmuuus B TIpenImouTeHUSIX MKy MHEHUSIMU Oe-
PEMEHHBIX KEHIIMH M CIEUMaTMCTOB 3IpaBOOXPaHECHUS
ObLTM OOHAPYKEeHbI KaK BHYTPU OJHOI CTpaHbl, TAK U MEX-
Ny CTpaHaMUu. ABTOPBI MCCJCIOBAHMS CIETaTN BBIBOM, YTO
JUIST KaXIIOi CTpaHbl HEOOXOIMMBI CBOM PYKOBOJICTBA IO
MpeHaTaJbHOMY CKPUHUHTY, pa3zpabOTaHHbIE C yYETOM CO-
LIMAJIBHOTO KOHTEKCTa. B Xoze uccienoBaHus Takxke ObLIO
OTMEUEHO, YTO XEHIIMHBI B LIEJIOM yIeJIsIi 00JIbliIe BHUMA-
HMSI 6€30MACHOCTU TECTUPOBAHMSI U TTOJYYEHUIO KaK MOXHO
0oJiee MOJHOM MH(MOPMALIMY O IJIOAE, TOrAa KaK CIeLaIm-
CThI CKJIOHSIJTUCH B TIOJIb3Y TOYHOCTH M PAaHHUX CPOKOB TeC-
TUpoBaHUsl. sl yCMEIHOrO B3aMMOIECTBUSI Bpaueil 1 na-
HueHToB, npu ucnojab3oBanuu HUIIT B mporpammax mpe-
HaTaJbHOTO CKPMHMHTA HEOOXOAMMO TOBBIlLIEHUE MUH(DOP-
MUPOBAHHOCTH TMAallUEHTOB.
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3akiouenue

C yuerom Toro, uro texHojoruu HUIIT mocTossHHO
YAY4Y1IAIOTCSI, BO3HUKAET OCTpasi MOTPeOHOCTh B podeccu-
OHAJIbHBIX IUCKYCCUSIX O MaclliTabaXx HEMHBA3MHOTO TIpeHa-
TaJbHOTO CKPUHMHTA aHoMauii ruiona. CyllecTBYIOT 3TH-
YecKHe NMPUIMHbBI OTPAHUUYUTD MIPEHATATbHbIN CKPUHUHT Ce-
PbE3HBIMU BPOXKAEHHBIMU 3a00JIeBaHUSIMU WM 3a00jieBa-
HUSIMU, TPOSIBJISIIOIIMMMUCS B ATCKOM Bospacte. [ToTeHu-
ajibHasi BO3MOXHOCTb MCIIOJb30BaHUSI  TMPEHATAJIbHOTO
CKpPMHUHTA [UIs1 heTanbHOM Teparnuu, a He TOJIbKO JJIsl aBTO-
HOMHOTO PETpoOAyKTHUBHOTO BbIOOpA CEMbU, CTABUT BOIPOC
O CBSI3U MEXIY PENPOAYKTUBHOW aBTOHOMUEHN poauTesen u
POIUTENBCKON OTBETCTBEHHOCTBIO U TPEOYET YIiyOJeHHOTO
9TUYECKOTO aHaIu3a.

B 3akimioyeHue OTMETMM, YTO B HACTOSILIEE BPEMS
HUIIT wmmpoxo mpuMeHsieTcsl il MPeHaTalbHOTO CKpU-
HUHTa Ha aHeyruiouauu xpomocom 21, 18 u 13 ¢ nmocaenyio-
1€/l MTHBAa3WBHOM MOATBEPXKIAOLIEN TUATHOCTUKOW B O0JIb-
mmHCeTBe crpaH. O6cyxkmaercs Bompoc BHeapeHus HUIIT
B KAuecTBE PYTMHHOIO CKPUHMHIA OEPEeMEHHbIX XEHIIMH
[53]. ITocne mpodeccnoHaIbHBIX JUCKYCCHI, OBbIIN TIPEIJIO-
JKEHbl PeKOMEHJAlWU AJId ero MPUMEHEHHUs 3KCrepTaMu
EBponeiickoro 1 AMeprKaHCKOro o0LIECTB TeHETUKH YEJI0-
Beka 1 ACMG, npu3BaHHbIE YIyYIIUTh KaYECTBO U TTOBbI-
cuth 3 dektuBHOCTb NpuMeHeHust HUIIT u MuHnumusupo-
BaTb HEKOTOPbIC 3TUYECKUX IMPOOJEMbI, CBSI3aHHBIC C €ro
MPUMEHEHUEM.

B nameit ctpane HUIIT akTuBHO npeiaraercs mpeu-
MYILIECTBEHHO B chepe KOMMEpPUYECKOTo 3/paBOOXPaHEHMSI,
OIHAKO [0 CHUX TOp HEAOCTaTOYHO perjaMeHTUPOBAHO.
JleiicTByolliee 3aKOHOIATEbCTBO, PErJaMeHTUPYIOIIee Me-
TUILMHCKYIO IeATeNIbHOCTD, 3aTPYAHSIET ero UCIOIb30BaHHE
B KJIMHUYECKON mMpakTuke. Ha ceromHs umeercsl emMHCT-
BEHHBIN JOKYMEHT — OTEUYECTBEHHbIE KIMHUYECKUE PEKO-
MEHJAIMKU 0 HEMHBAa3MBHOMY TECTMPOBAHUIO aHEYIUIOW-
it 21, 18, 13, B KOTOpHIX, K COXaJEHUIO, HET pEKOMEH 1a-
LW TI0 METUKO-TEHETHUECKOMY KOHCYJIbTUPOBAHUIO Oepe-
MEHHBbIX XEHIIWH TpU MCMOJb30BAHUM JAHHOTO METO/a
[54]. He permamentupoBaHo wucronb3oBanune HUIIT mnsa
onpeeeHus TMoJia JI0/1a, YTO MPY UMEIOIINXCS 3aKOHOIA-
TeJIbHBIX MPoOesiax Mo 3TOMY BOIMPOCY MOXKET BECTH K 3J10-
YHOTPeOJEHUIO TECTOM ISl OTOOpa TUIOA0B ONpPEeeIEHHOTO
rnosia 6e3 MEAUIIMHCKUX TTOKA3aHMIA.

Hecmotpss Ha Bo3pacTaHue TEXHOJOTMYECKUX BO3-
MOXHOCTel, pacimpeHne Bo3MmoxHocteir HUIIT u xnm-
HUYECKUI MHTEepec K TeCTy, CTOUT OTMETUTb OTCYTCTBHUE
OTEYECTBEHHBIX pabOT IO OLIEHKE 3TUYECKUX acCTeKTOB
npumeHeHuss HUIIT u oTHolleHUIO K JaHHOMY TECTy
aKylIepOB-TMHEKOJIOIOB, FTEHETUKOB U OEpEeMEHHBIX KEH-
mYH. HakoTuleHHBIN B APYTHUX CTpaHax OIBIT 1O perja-
meHTauuu HUIIT ans HanGonee 3¢ heKTUBHOTO ero npu-
MEHEHHUs B MporpaMMax MnpeHaTajJbHOro CKpMHUHTA MO-
KT OBITh MOJIE3eH 151 TOATOTOBKM OTEUECTBEHHBIX TOKY-
MEHTOB.
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