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Pe3stome. [locTxeHns B obnactu MOﬂEKyﬂﬂpHOVI n I'IepCOHaJ'Il/BVIpOBaHHOﬁ MeONLUNHbI NO3BONININ BHELPUTb FrEHOM-
Hbl€ TEXHONIOTNUN B NeANaTPUYECKYIO NMPAKTUKY. B HacToswwee BpemMA aHann3 reHomMa ABNAETCA HEOTbeMNIEMOW YaCTblo
ANarHOCTUKN reHeTn4YeCckun 06yCﬂOBJ'IeHHbIX 3aboneBaHuit y AeTen, Yncno KOTOpPbIX N3 rofa B rof yBeN4NBaAETCA. Co-
BPEMEHHbIE TEXHONIOTUW, MPUMEHAEMbBIE B 0bnacTu reHomMHoi negnatpun, NO3BONAIOT HE TONIbKO BbIABNATb FTEHETUYE-
CKYIO MPUYUHY 60ﬂe3HVI, HO TaKXXe NnpeAoCTaBigloT BO3MOXHOCTM onpeaeneHna ee MeXaHU3MOB C I'IOCﬂG,U,yI-OLIJ,eVI pas-

pabOTKOW TaKTUKM Hay4HO 0DOCHOBAHHOW Tepanuu.

Summary. Achievements in molecular and personalized medicine have allowed the introduction of genomic technolo-
gies in pediatric practice. Currently, genome analysis is a part of diagnosing genetic diseases in children, the incidence of
which progressively increases. Actual technologies applied in genome pediatrics give opportunities not only to uncover
genetic causes of a disorder, but also provide disease mechanisms and development of science-based therapy.

Ana umtnposanus: fOpos W.10. leHomHas neanatpus // MpakTuka negvatpa. 2022, Ne 4. C. 80-82.
For citation: Yurov |.Yu. Genomic pediatrics // Pediatrician's Practice. 2022;(4):80-82. (In Russ.)

epBble [ABa AecATUNETUs OBaaLUaTb NepBoro Beka

ObInn 0603HaYeHbl PAAOM OTKPLITUM B reHOMHOM
Ovonormm n MonekynsipHon MeauumHe, KoTtopble Jer-
NN B OCHOBY COBPEMEHHOM METOAOMONMM NMoncka reHe-
TUYecknx (MONEKYNAPHbLIX U KJIETOYHbIX) MEXaHM3MOB
3aboneBaHunn y pgeten. MpuHMMas BO BHUMaHME Hayy-
HO-NPaKTUYECKUA MOTeHUMaN NPUMEHEHNS TeXHOMNO-
MM aHanmsa NpUYMH 1 NOCNeACTBMIA Bapuauni reHoma
(cOBOKYMHOCTM reHeTUYeckoro matepuana UHaNBUAYY-
Ma UNKU OTAESNIbHO B3ATOM KNIETKW) NPU OCyLLECTBIIEHUN
MONEKYNSPHON AMArHOCTUKN FeHeTu4eckn obycoB-
NEeHHbIX AeTCKUX 3aboneBaHUM, ObIIo NpeanoXeHo Bbl-
LEeNTb HOBYIO OMOMEAVLIMHCKYIO ANCUMIMIIMHY Ha CTbl-
Ke reHOMWKW N MeauaTpum — reHOMHY NMeanaTpuio
[1]. U3HauanbHO naen OTHOCUTENLHO TOrO, YTO U3y4e-
HWe reHoMa MOXET ObITb UCMONb30BaHO ANa onpedene-
HWUS MONEKYNSIPHBIX W KNIETOYHBIX MEXaHWU3MOB OTAESb-
HbIX KIIMHUYECKNX COCTOSIHUM, Db chopMynmMpoBaHbi
B X0O/le pa3paboTKM 1 BHeApPEHUNs aifoPUTMOB AMarHo-
CTUKWN FreHEeTUYECKUX HapyLUEHUI MPU HepPBHbIX U NCK-
XMYeCKnx OonesHsIX y AeTel B pamKax napagurmbl nep-
COHanu3anpoBaHHOM MeguuuHbl [2, 3]. Tem He MeHee
aKTUBHOE BK/IOYEHWE reHOMHbIX TEXHOSOMMIN B AuarHo-
CTUYeCKyIo NPaKTUKY (BKITFOYas AMAarHOCTMYECKYHO NMpak-
TUKY B 06acTu neguaTpmm) Obino 3aTpyaHeHo no npu-
YMHe KparHen CNOXHOCTU MHTeprnpeTauun MacCMBOB

reHOMHbIX JaHHbIX B KOHTEKCTE UX BUAHUA Ha KIIUHU-
yeckue nposasneHns 3aboneeaHus. 3Ta npobnema Obina
YCMeLwHo pelleHa Npu akTMBHOM y4acTUN OTEYECTBEH-
HbIX Y4Y€HbIX MyTeM BHeApPeHUs BUoNHGOopMaTUHECKMX
METOJOB CUCTEMHOrO aHanun3a MoceAcTBUN FeHeTU-
yeckor natonormn [3-5]. B ganbHenwem cOOTBETCTBY-
lollie MeToAbl aHaNM3a reHoMa U MHTepnpeTauuu re-
HOMHBbIX AaHHbIX ObIN BKJIIOYEHbI B AUarHocTtndeckue
CXeMbl, UCMoNb3yeMble AN OrnpeaesieHNs reHETUYECKMX
MPVYMH LUMPOKOTO CriekTpa 3aboneBaHun y geten [4, 5].
Taknum obpazom, pa3paboTkm B 06nactn reHOMHoM ne-
AMaTpUn CTaNiM HEOTLEMIIEMOW YacTbio MOJNEKYNSIPHOMN
ONArHOCTUKM TeHHbIX M XPOMOCOMHbIX MyTauui, Ba-
pyaunin Yncna konum nocnegosatensHocrer AHK nnm
hakTmyeckn Bcex hopM M3MEHYMBOCTM FeHOMa Y AeTeN
C HapyLLeHWEeM PasBUTUS LLEHTPaSIbHOW HEPBHOW CUCTe-
Mbl, CEpAEeYHO-COCYANCTON NaTonoren, HedponaTono-
rmemn, OonesHAMW Xenyao4yHO-KULLEYHOTo TPakKTa, OH-
KONorn4eckMMm 1 MHOTMMU ApyriMm 3a0oneBaHnsaMu.

Obpaluascb HenocpeacTBEHHO K OMbITY HaLWMX Na-
OopaTtopuii, MOXHO OTMETUTb, YTO WCMOJIb3OBaHMNE
MEeTOJONOrMN reHOMHOWM neamMaTpum, Kotopasi BKJIO-
yaeT B cebs KOMMNeKcHoe KIMHUKO-reHeTuyeckoe ob-
cJiepoBaHve, N3ydyeHMe XPOMOCOMHBIX M3MEHEHUI C
MOMOLLBIO LUTOreHeTU4Yecknx (MosnekynsipHo-umuTore-
HeTUYeCcknx) MeToaoB, CKaHNPOBaHWe reHoMa C BbICO-
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KM paspeLleHNeM N CUCTEMHbIN (BUoMHbopmaTnYe-
CKWM) aHanu3 AaHHbIX, NMOMTyYEHHbIX C MOMOLLbBIO BCEX
BbllLEYKa3aHHbIX FeHeTUYEeCKUX TEXHONOMMI, MO3BO-
NWNO B 3HAYNTEJIbHOW CTEMNEHU YBENNYUTL 3P EKTUB-
HOCTb ANArHOCTUKM aHOManu reHoma y AeTeln C Hapy-
LWEHNEM PA3BUTUA LEHTPANIbHON HEPBHOW CUCTEMBI
N BPOXAEHHbIMM NMopokamu [3, 6]. bonee Toro, B OT-
LenbHbIX Cy4asx 3aboneBaHNn, acCOLMMPOBAHHbIX CO
CTPYKTYPHBLIMU XPOMOCOMHbLIMM aHOManusamun (Kpyn-
HbIMW FEHOMHbLIMW HapyLUeHMSMMW, KOTOpble 3aTparu-
BalOT OT HECKOJIbKUX [10 HECKONBbKMX COTEH FreHOB), Me-
ToAbl FrEHOMHOW NeauaTpMm No3BoNUNN NpPeasioXuTb
TaKTUKY Hay4HO OOOCHOBaHHOM U 3heKTUBHON Te-
panuu [7]. MpnHUMNManLHO OTMETUTb, YTO MOAABNSAIO-
Lee GONbLINHCTBO NpeacTaBUTeNeln CoBpeMeHHON Me-
JNLUMHCKOM OOLLLeCTBEHHOCTU cyMTaeT 3aboneBaHus,
NMPUYMHOWN KOTOPLIX ABMSAIOTCH XPOMOCOMHbIE aHOMa-
nuKn, HemsneynmbiMu. TeM He MeHee Hallia NpakTuKa
MOKa3bIBAET, YTO 3TO OTHIOAb HE TaK, MOCKONbKY, Kak
OTMEeYanocb Bblle, CKAHNPOBaHME reHoMa B COYeTa-
HUW C CUCTEMHBIM aHaIM30M reHOMHbIX aHOMasnim Mo-
XeT CTaTb OCHOBOW Hay4HO 0OOCHOBAHHbLIX TepaneBTU-
Yyeckmnx BmewaTenbcrs [5, 7]. MexayHapoaHbI onbIT
NPUMEHEHNSI FeHOMHbIX TEXHOMNOIMI Ans Noucka re-
HETUYECKUX MPUYNH Pa3NNYHbIX 3a00NeBaHNN Y feTel
TakXXe AEMOHCTPUPYET BbICOKYLO 3((PEKTUBHOCTb, MNO-
3BONSAS MHOCTPAHHbLIM KOJ/leraM paccMaTpuBaTh aHa-
nu3 BapwabenbHOCTU reHoma ¢ nodiegylowmm buo-
MHdopMaTMHECKMM aHanmn3oMm B KadecTBe Hanbonee
NepcrneKTUBHOIO AJ1s MOMEeKYNSPHOM ANArHOCTUKU re-
HeTu4eckom natonorum y geten [8]. Cymmmpys pesynb-
TaTbl MPMMEHEHUs METOLOB rEHOMHOM neamnaTpumn B
AVArHOCTUYeCKOW MpaKTUKe, MOXHO C YBEePEHHOCTbIO
yTBEPXAaTb, YTO OHU B 3HAYUTENbHOWN CTeneHn MoryT
CMoCcOOCTBOBATL YNYYLLIEHWIO Ka4yecTBa XM3HU JeTen C
reHeTu4eckn obycnoBneHHbIMM GonesHamu.

OOHNM 13 HEeOoCNOPUMBIX AOCTVIXEHUIA MeanuUH-
CKOW reHOMUKMW NOoCiegHNX JIET MOXHO CYMTaTb onpe-
[eneHusi reHOMHOW HecTabunbHOCTM (Hanuyme nony-
NALMM KNETOK B OpraHM3Me, B KOTOpbIX HabnoaatoTca
HecneumgmryeckMe HapylweHUss reHoma) B KadecTse
OQHOro M3 pacnpocTpaHeHHbIX MexaHU3MOoB 3abone-
BaHW y geten [9]. MomMMmo 3TOro, obHapyXXeHo Tak-
Xe, YTO YPOBEHb HecTabunbHOCTU (Mpornopums aHo-
MaJIbHbIX KJIETOK B OPraHN3Me) MOXET yBeSIMYMBaThCS
¢ Bo3pactom [10]. 3To no3BonseT BbIABUHYTb OOOCHO-
BaHHOE MpPeAnosioXeHNE, YTO UCMONIb30BaHNE METO-
JI0B reHOMHOW NeguaTpum No3BoJISIET He TOJbKO onpe-
JennTb MexaHu3Mbl 3abonesaHudq, HabniogaemMoro
B HACTOALLMIA MOMEHT Yy NauMeHTa, HO TakXXe OaeT BO3-
MOXHOCTb MPOdUNakTUKKN BonesHer ¢ nosgHen Ma-
HudecTaumen, oOycNIOBIEHHbIX FEHOMHOWN HecTabusb-
HoCTblO (HempopereHepaTMBHbIE M OHKOJNIOrMYyeckme
3aboneBaHus, Gecnnoave, MMMyHoaedUUUT, Mpex-
JeBpeMeHHoe ctapeHue) [9, 10]. Takum obpasom, 3a

CY4ET MOHUTOPUHIA HeCTabMnNbHOCTU U BapuabenbHo-
CTV reHOMa B paHHeM BO3pacTe AnarHocTuyeckue umc-
cnepoBaHMs B obnactyi reHOMHoOW neguaTpum MoryT
MMeTb ocoboe MporHocTuyeckoe U nNpodunakTuye-
CKOe 3Ha4eHue.

Jpyro HemanoBaxHow 0bsacTblo FreHOMHOM Mne-
anatpun siBnseTcs unslydyeHuve pepkux (opdgaHHbIX)
3aboneBaHn. [eHOMHaa AMArHOCTUKa 3a CYeT Bbl-
COKO3((peKTUBHOIo onpeneneHms reHHbIX U XpOMo-
COMHbIX MyTaLMI MO3BOJISET B 3HAYNTENIbBHON CTene-
HU YBEeNNYUTb BbIABNSEMOCTb AaHHbIX OonesHen B
paHHeM Bo3pacte [11]. OTo BO MHOIMMX cnyyasx gaet
BO3MOXHOCTb CBOEBPEMEHHOIO NeyeHUs TaXKeNbIX
opdaHHbIX 3aboneBaHnI, co3paBas yCnoBUS MOBbI-
LWEHUA KayecTBa XMU3HU NauMeHTa A0 cpeaHecTaTu-
CTUYecKoro.

CoBpeMeHHasi MeguLUMHCKaa reHomMmKka cMelaeT
cBOoM (POKYC C OTAENbHBIX FEHOB Ha MOMEKYNsipHbIe U
KJTIETOYHbIe MpoLeccbl-kaHANAATbI KNTMHUYECKNX NPO-
ABNEeHnN 3aboneBaHnA. ITO CBA3AHO C TEM, YTO 3Ha-
HMe NPOLLECCOB, KOTOPbIE N3MEHEHbI U3-3a F’EHOMHbIX
Bapuaummn, B Oonbluer cTeneHn cnocobcTByeT NoHU-
MaHWIO MexaHu3Ma bonesHu, 1, Kak cieacrene, 6o-
nee ycnewHoMy NoucKy BO3MOXHOCTEN AN UX Kop-
pekuunm B TepanesTndeckmx uenax [12]. Cneupannctbl
B 0bs1lacTV reHOMHOWM NeanaTpMn B JAHHOM cilydae Uc-
XOZSAT N3 TOrO, YTO MOMbITKWU MONEKYNSIPHOWN KOpPpPEK-
UMM MyTaumn (BMellaTenbCTBO B CTPYKTYPY FEeHOM-
Hom [HK) ¢ Hanbonbluen BEPOSTHOCTLIO NMPUBEaYT K
HeCcTabunbLHOCTM reHoMa 1 COMyTCTBYIOLMM el NaTo-
nornyeckum npoueccam [9, 10], Torpa kak cTumynu-
pOBaHME UMW MHIMOMPOBAHME MPOLLECCOB B KIETKE,
HapyLeHHbIX 3@ CHET U3MEHEHUI B FreHOME, OCyLLeCT-
BNsieMoe Ha npoteoMHoMm (OenkoBom/pepmMeHTHOM)
M MeTabonnMYeckoM YPOBHSX, COMPSXKEHO C MeHb-
wumm puckamu [4, 7, 12]. B uenom MoXxHo cunTaTb
000CHOBaHHbIM NpPeAnooXeHNe O TOM, YTO pe3ysib-
TaTbl UCCIiefoBaHMM B obiacT reHOMHOW NegmnaTpumn
COCTaBSIT TBEPAYIO OCHOBY AN AaNbHENLWNX pa3pabo-
TOK TaKTUKWN MHAMBUAYanbHOU (NepcoHanmM3mnpoBaH-
HOI) TepPanuMKn LWNPOKOIO CNeKTPa reHeTUYeckn oby-
CNOBJMIeHHbIX 3a00NeBaHUI Y fETEN.

Be3ycnoBHO, reHOMHOW NeguaTpun elle NpeacTo-
WT 3aHATb JOCTOMHOE MeCTO Ccpean Jpyrnx MeamuyH-
CKMX gucumnnamH. OfHako, y4mTbiBas HEU3MEHHbIN
pOCT MonynsapHOCTU UCMONb30BaHMNA FEHOMHbIX TeX-
HOMOrMM B MegmuuMHe, MPaKTUKYIOWUM neguaTpam,
KOTOpPbIM, BEPOSATHO, NPeaCcTOMT HEOAHOKPATHO CTas-
KMBaTbCA C pe3ynbTaTaMy aHanmsa reHoma B CBOeMN
NnpaKTMKe, HEOOXOANMMO MMETL B BUAY PSf 0COOEHHO-
CTer cooTBeTCTBYIOLWEN npoueaypsl [1, 9]. Bo-nepB.bix,
HeobXoaMMo obpaTUTb BHUMAHME Ha TO, YTO Y Kax-
JOro rnauyeHTa BbIIBAAIOTCA, KaK NpaBuiio, HECKONbKO
(M MHOXECTBO) M3MEHEHUI reHOMa, KOTopble SIBNS-
IOTCA 3NeMeHTaMN KOMIMAEKCHOW CUCTEMBI, onpeaens-
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IOLLEN TAXKECTb KIMHUYECKUX MPOsiIBNEHMA 3abonesa-
Hus. Bonee Toro, MMeHHO NpedoCTaBNeHNe AaHHbIX
OTHOCUTENIbHO COBOKYMHOCTU 3TUX FeHETUYECKUX U3-
MeHeHU (@ He MOUCK OAHON €JNHCTBEHHON reHeTu-
4yecKom NPUYUHBI 3aboneBaHuns!) No3BonseT NoNy4nTb
3HaHWSI OTHOCUTESNIbHO BbilLEYKa3aHHOW CUCTEMbI U ee
B3aMMOJENCTBUIN C OKpPYXXaloLWen Cpenon, KoTopble
ABNAIOTCA HEODXOAMMbIMWU A1 MOHUMaHUA MeXaHWU3-
Ma GonesHn HenocpeacTBEHHO Yy UCUIEA0BAHHOTO MNa-
umeHTa. BaxxHo fob6aBuTb, YTO NPUHLMMN «OAHA MyTa-
UMs — oaHa bonesHb», KOTOPLIN ABAAETCA [0 CUX Mop
nonynsipHbIM B cpefe cneunannctoB B obnactn meau-
LMHCKOM reHeTUKM, credyeT paccMaTpuBaTh Kak ycTa-
PEBLUMI MO MPUYUHE TOTO, YTO OH He OTpaxaeT Aen-
CTBUTENIbHOCTb. BO-BTOpPbIX, NPUHLMM «OgHA MyTaums
— ofiHa boNe3Hb» NEXUT B OCHOBE APYroro NpUHLMNA,
nonynsipHOro B cpefe CrneuMannucToB B obnactu reHe-
TUKM YesioBeKa U MeAULIMHCKON reHOMUKN 1 hopMynn-
pyeMOoro Kak «0auH reHOM — OgUH MHAMBUAYYM». Dak-
TUYECKUN 3TOT MPUHLMIM MPUBOAUT JIOTUYECKM K TOMY,
YTO YesloBEK PacCMaTPUBAETCA B KayecTBe OAHOKIe-
TOYHOro opraHusma. [laxe Hecrneumanucrtam B obna-
T Buonormm o4yeBUAHO, YTO NopobHasa noruyeckas
Lernoyka CBMAETENIbCTBYET O HECYPa3HOCTU («aHTMOMO-
NOTMYHOCTMY») NofobHoro NpuHumna. CnegoBaTtensHo,
Henb3q UCKIToYaTb BO3MOXHOCTU HaNU4ns reHOMHOM
NaToNornu B KNIeTKax MHAMBUAYYMa, KOTOPbIe He Uccne-
JOBanucb B faHHOM dUJlydae. B JaHHOM KOHTeKcTe HeoO-
XOOAMMO OTMETUTb, YTO COBPEMEHHAas MeAMLIMHCKas re-
HOMMKa MO3BOJIAET MPOBOAMTL aHaNMN3 reHeTUYeCKnX
HapyLeHNN NpakTUyYeckn Bo Bcex Tunax duoncum [9,
10]. OTa BO3MOXHOCTb reHOMHbIX METOAOB 0CODO aK-
TyasnibHa Npv AMArHOCTUKE reHOMHOM HeCTabunnbHOCTU.
B 3aBepLueHMe KpaliHe Nosne3HbIM s LUIMPOKOW Meau-
UMHCcKkoM (negmaTpuyeckon) oOLecTBeHHOCTM BUAUT-
€Sl 3HAHWNE O TOM, YTO B COBPEMEHHOW MEAVNLIMHCKOM re-
HOMWKE OTCYTCTBYeT eAMHCTBEHHbIN YHUBEPCANbHbIN
MeTop, KOTOpPbIN CNocobeH NpeaoCTaBNsATb MNOMHOLEH-
HYIO 1 BCECTOPOHHIOI MHpOpMaumio o BaprabenbHo-
CTV reHoMa U1 ee naTonorn4eckom sHadyeHmn. B nocnea-
Hee BpeMsi HAabIlogaeTCs UCKITIOUYNTESNIbHO arpeccuBHas
KOMMepLManm3aums npouecca MonekynspHOU/reHom-
HOW ANAarHOCTUKKU. 3TO NPUBOAUT K TOMY, YTO MpoLe-
Jypa Moucka reHeTMYeckuUX HapyleHun, TpebytoLuas
KoMMneKca KNMHUYECKUX, LUTOreHETUYECKMX, MONEKY-
NAPHO-TeHeTUYeCcknX 1 BMonHbopPMaTUYECKNX METO-
JOB, CBOAUTCA K eAUHCTBEHHOW MeToAMKe, UCKIToYalo-
LEN, KaK MPaBUNO, KJTIOYEBBIE 3JIEMEHTbI aNITOPUTMA,
No3BOJIAIOLLEro onpeaenmTb MexaHn3m 3aboneeaHus.
B cBA3M € 3TVM NpeacTaBnseTcs 000CHOBaHHbLIM BbIBOJ,
O TOM, YTO FreHOMHasa AMarHoCTUKa JOoSKHa BKIOYaTb
B cebs KNMHUKO-reHeTUYeckoe obcneaoBaHue, nsyye-
HME XPOMOCOMHbIX M3MEHEHUN C MOMOLLbIO LMTOre-
HeTu4ecknx (MonekynsipHO-LUMTOreHETUYECKNX) METO-
[IOB, CKaHNPOBaHWeE reHOMa C BbICOKMM pa3peLleHnem

N CUCTEMHbIV @aHaNWn3 AaHHBbIX, NOyYeHHbIX C MTOMOLLbIO
BCEX BblLLIEYKa3aHHbIX reHeTUYECKNX TeXHoNormi. Kop-
peKTHOEe UCroNb3oBaHMe AOCTUXKEHUIM B 00NacTu Knu-
HUYECKOW reHeTUKN 1 MeOULIMHCKOW FreHOMUKMW B 3Ha-
yuTenbHOM cTeneHn ByaeT cnocobCTBOBATL Pa3BUTUIO
N yCMEeWwHOMY NPaKTUYeCcKoMy BHEAPEHUIO MeTOA0MO-
rMN reHOMHOW NneanaTpun. o]
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