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B0o3MOXHOCTH 1 TTepCeKTUBBI UCITOJIb30BaHMS
OMOMEIULIMHCKUX PECYPCHBIX KOJUIEKLIWI, IMTOJTYYEeHHbIX
OT MaLlMEHTOB JIETCKOTO BO3pacTa, B KIIMHUYECKUX U HAYYHBIX
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Lenb. MpoaeMoHCTpMpoBaTh NyTV CO3L4aHWSI U MEPCMNEKTUBLI Mpu-
MEHeHUs BMOMeaNUMHCKUX PECYPCHBbIX Konnekumii Gromatepma-
na nauyeHToB AETCKOro BO3pacTta, a Takke BO3MOXHOCTU UX And-
GepeHLMPOBAHHOr0 MCMONb30BaHNSA B KIUHUYECKUX W Hay4HbIX
Lensx B yCNOBKsSX MHOronpo@uibHOro craumoHapa Ha 6a3e HayyHo-
1ccnefoBaTenbCKoro LeHTpa dhenepanbHoro ypoBHs.

Matepuan u metoapl. B paboty 6bin BkaoYeH GromaTtepuan naum-
€HTOB [IETCKOro BO3pacTa, a Takxe UX POACTBEHHWMKOB MEPBOW JIMHWN
poacTea, 3abaHkMpoBaHHbIv B nepuof ¢ 2016 no 2025rr B pamkax pe-
anuaauun HayyHblx npoektos HMULL um. B. A. Anma3oa MuH3apasa
Poccumn B 06nacTu KNMHUYECKO reHeTVKM 1 neamuaTpun. BelneneHHas
13 06pasLLoB LeNIbHOM KPOBY M CyXMX MSTEH KPOBW [€30KCUPUOOHY-
knenHosas kucnota (AHK) ncnonb3oBanacb Ans reHeTUYeCKoro Te-
CTUPOBAHWS C MPYMEHEHNEM COBPEMEHHBIX METOL0B MOJNIEKYNSPHO-
rEHeTNYEeCKON ANArHOCTUKM.

Pe3ynbTartbl. BO3MOXHOCTV NpYMEHEHWSI GUOPECYPCHbIX KONEKLMUIA
6romaTeprana nauyeHToB AETCKOro BoO3pacta NpoLeMOHCTPUPOBaHbI
Ha NpUMepe CeMeiiHbIX Cly4aeB PeaKUX MOHOTeHHbIX 3aboneBaHui,
[N KOTOPbIX paHee cobpaHHbIVi BriomaTtepuman 6robaHka Gbll UCMOJb-
30BaH /191 NOCTAHOBKYM AnarH03a v onpefeneHuns TakTki fanbHenLe-
ro HabnOEHNS YNEHOB CEMbU, OMpeaeneHns puckos ans Gyayuiero
NOTOMCTBA, Yrly6eHns 3HaHWiA N0 BEAEHMIO NALMEHTOB C KOHKPETHBIM
HacnencTBEHHbIM CMHAPOMOM. B [ononHEHMEe — BO3MOXHOCTb Npef-
nonaratb HananMyve HOBbIX GEHOTMMOB, aCCOLMUPOBAHHbLIX C U3BECT-
HbIM FeHOM, 1 Ha060POT, PacKpbIBaTb CBSA3b HOBbIX FEHOB C 13BECTHLIM
GeHOTUNOM NPOAEMOHCTPMUPOBaHA Ha NpUMeEpax cemeliHbix 3abone-
BaHwuin, roe Guomatepuan 6nobaHka obecneynn BO3MOXHOCTb NpoBe-
[IEHNs cerperauyoHHoro aHanusa. Ha npumepe 6uomarepuana koropt
NauneHToB C ONPEAENEHHON NaTonornet NPOUNNICTPYPOBaHa BO3-
MOXHOCTb CO3[aHNSi HOBbIX AMArHOCTUYECKMX anroputMoB 1 nabopa-
TOPHBbIX TECT-CUCTEM, AnddepeHLMPOBaHHOIO NOAXoAa K BbIGOpY Tap-
reTHON reHeTNYeCcKoi NaHenn Ang AMarHOCTWKKM, a Takke BbISBNEHUS
HOBBIX KJIMHUKO-FeHETUYECKMX 0COBEHHOCTE 3aboneBaHms. MNokasaHa
BO3MOXHOCTb OMPEAENEHNS MyTaLyM OCHOBATENS Ha MpMMepe narto-
NOTVK, BbISIBNEHHON B KOHKPETHOW STHUYECKON rpynne ¢ noTeHumanb-
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HOW BO3MOXHOCTbIO OMMUCaHNSi BPEMEHW €€ BO3HUKHOBEHUS U 0COOEH-
HOCTel reorpaduyeckoro pacnpocTpaHeHus.

3akntoyeHue. CosnaHne GMOPECYPCHBIX KOMNEKLUMIA, NMOSTy4eHHbIX OT
[eTCKOro KOHTUHIEHTA, SBNSIETCS CHOXHOW, HO KpaiiHe BaxXHOW, K-
HMYeckn HeobX0aMMOI N NepcnekTUBHOM Hay4YHOW 3aaadeit. Ee pea-
nn3aumsi cnocobCTBYET NPOBEAEHMI0 TPAHCAALMOHHbLIX Hay4HO-UC-
crnepfoBaTenbckux paboT kak Afis yCOBepLIEHCTBOBAHWUS MeTO[0B
[OMarHoCTMKKM, NMOHMMaHUA naToreHeda, 0CobeHHOCTel TevyeHnst 3a60-
NeBaHWii AeTCKOro Bo3pacTa, BANsHUS GakTOPOB OKPYyXaloLlein cpesbl
Ha X GOPMMPOBaHME, NMOMNCKA HOBbLIX FEHETUYECKUX MPUYUH Pa3BUTUS
HacneaCcTBEHHOV NaToONOrMK 1 ONMUCaHUSt HOBLIX PEHOTUMOB, accoLm-
MNPOBaHHbIX C M3BECTHLIMU FreHaMU, BbISIBIEHWSI NPEANKTOPOB TAXECTU
TEYeHMs 1 NPorHo3a, Tak 1 B JOIFOCPOYHON NepcrnekTuee — AJist nouc-
Ka HOBbIX TepaneBTUYEeCKMX NOAXOA0B U NMOHUMaHMS MeXaHU3MOB pa3-
BUTUS 3a601eBaHNiA Y B3POCIbIX.

KnioueBble cnoBa: 61obaHk, GrioMeauumMHekme Koanekumm, buomare-
pvan, 0eTCKMi BO3pacT, FeHeTnYeckas aMarHocTuka.
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Potential and prospects for using biomedical resource collections obtained from pediatric patients for clinics

and research

Melnik O.V., Zlotina A. M., Fetisova S. G., Fomicheva Yu. V., Sokolnikova P.S., Kolesov A. A., Vershinina T. L., Vasichkina E. S., Kostareva A. A.,

Konradi A. O.
Almazov National Medical Research Center. St. Petersburg, Russia

Aim. To demonstrate the development and potential applications of
biomedical resource collections of pediatric patient biomaterials, as
well as the potential for their differentiated use for clinical and research
purposes in a multidisciplinary hospital setting at a federal research
center.

Material and methods. The study included biomaterial from pediatric
patients and their first-degree relatives, banked between 2016 and
2025 as part of research projects at the Almazov National Medical Re-
search Center in the field of clinical genetics and pediatrics. Deoxyribo-
nucleic acid (DNA) isolated from whole blood samples and dried blood
spots was used for genetic testing using modern molecular genetic dia-
gnostic methods.

Results. The potential of using bioresource collections of pediatric pa-
tient biomaterial was demonstrated using familial cases of rare mono-
genic diseases, for which previously collected biomaterial from the
biobank was used to establish a diagnosis and determine follow-up
strategies for family members, identify risks to future offspring, and re-
ceive advance data on the management of patients with specific here-
ditary syndromes. Additionally, the ability to predict new phenotypes
associated with a known gene, and conversely, to uncover the relation-
ship of new genes with a known phenotype, was demonstrated using
examples of familial diseases, where biobank biomaterial enabled segre-
gation analysis. Using biomaterial from cohorts of patients with a specific
pathology, the potential for developing novel diagnostic algorithms and
laboratory test systems, a differentiated approach to selecting a targeted
genetic panel for diagnosis, and the identification of new clinical and
genetic disease features was showed. A founder mutation was showed
to be identified in a pathology determined in a specific ethnic group, with
the potential to describe the onset time and geographic distribution.
Conclusion. The creation of bioresource collections obtained from
pediatric populations is a complex, yet extremely important, clinically
necessary, and promising scientific task. Its implementation facilitates
translational research aimed at improving diagnostic methods, under-

standing the pathogenesis and progression of childhood diseases, and
the influence of environmental factors on their development. It also faci-
litates the search for new genetic causes of hereditary pathologies and
the description of new phenotypes associated with known genes. It also
identifies predictors of disease severity and prognosis. In the long term,
it facilitates the search for novel therapeutic approaches and under-
standing the disease pathogenesis in adults.

Keywords: biobank, biomedical collections, biomaterial, childhood,
genetic diagnostics.
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BPK — 6uopecypcHas(bie) konnekums(u), IHK — nesokcupuGoHyknenHosas kucnota, AKMIM — aunataunonHas kapavmomuonatus, FTKMIM — runeptpoduyeckas kapavmomuonatus, BBMRI-ERIC — Biobanking and
BioMolecular resources Research Infrastructure-European Research Infrastructure Consortium, DSP — desmoplakin (aecmonnakut).

BBenenue

Ha cerognsmnuii neHs usBectHo >7000 penkux
3aboneBaHnii, <5% U3 KOTOPBIX UMEIOT 3P HEKTUBHBIE
TeparneBTUYeCKUe MOIXoabl. BOJBITMHCTBO peaKMX 3a-
OoJieBaHU1 1e0IOTUPYIOT B I€TCKOM BO3pacTe U MHOTUE
W3 HUX TIPUBOMAT K TSDKENOW WHBAIWAU3ALNM, JIMOO
JetasibHoMY ucxony [1]. HepaBHuit GecripenieneHTHbIN
Mporpecc HayIHbIX M Ja0OPAaTOPHBIX METOIOB UCCIIE-
JIOBaHUSI TeHOMa, YCIIeXW pa3pabOTKW W BHEIPEHUS
TeHHOU Tepanmuu W (hepMeHT-3aMEeCTUTEIbHON Tepa-
MUY OOYCJIOBWIM POCT HAyYHOTO MHTEpeca K PeIKuM
3a00JIeBaHUSIM, TIOCKOJIBKY paHHee ITOATBEpXKIeHUe
JIarHo3a NPUBOIUT K CBOEBPEMEHHOMY U 1ieJIeHapaB-
JICHHOMY Ha3Ha4YeHUIO Tepanuu (eciu OHa JOCTYITHA
JUTSI KOHKPETHOTO CJiyJasi), U, COOTBETCTBEHHO, K 3Ha-
YUTELHOMY YIYYIIEHWIO IPOTHO3a U KauyecTBa KU3HU
marueHTa. st pa3paboTKu U BHEIPEHUST HOBBIX TTOM-
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XOIIOB K TepaInuu peaKux 3a00JieBaHUI TakxKe HEO0OXO0-
JUMO HAKOTUJIEHUE 3HAHUN O €CTECTBEHHOM TEUYEHUU
3a00J1eBaHUsI, OJHAKO MEPCIEKTUBBI UCITOJb30BaAHUS
HOBBIX TTOIXOIOB OrPAHWYEHBI MAJIOUUCIEHHOCTBIO KO-
ropt nauueHToB [1]. MccnenoBanust B obaactu 3TUO-
JIOTUU, U3YYEHUS] MEXaHU3MOB Pa3BUTUSI U TIONXOAOB
K Tepanuu penkux 3abojeBaHUil MOTYT CIIOCOOCTBO-
BaTh MPOTPECCY B JICUEHUU PACIPOCTPAHEHHBIX 3a00-
JIEBAaHUI.

IIpoBeneHue ucciaenoBaHUil Ha OMOJIOTHUYECKUX
o0pasiax, NoJy4YeHHbIX OT JETCKOrO KOHTUHIEHTA, T0-
3BOJIIET PACIIUPUTh 3HAHUS O TEHETUYECKUX 3aboJe-
BaHUSIX U B3aMMOJECHCTBUU T€HOB C OKPYXKaIOIIEei cpe-
JIOH, 4TO, B CBOIO OYEPENb, CIIOCOOCTBYET YIYUIIECHUIO
KakK KJIMHUYECKOH, TaK U JabopaTOpHON AUArHOCTUKMU,
a Takke COBEPUIEHCTBOBAHUIO TePareBTUUECKUX MO~
XOIIOB U CO3JAHUIO CITELIMATIbHBIX METONOB JieueHus [2].
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KiioueBbie MOMEHTbI
Yro U3BECTHO 0 MpeaMeTe UCCIeT0BAHNUSA?

Bbuonornyeckue o6pasiibl, MoaydeHHbBIE OT Malv-
€HTOB NIETCKOTO BO3pacTa, SIBJISIIOTCS HEOOXOMM-
MbIM MaTepUaJIOM JUISl IPOBEASHMSI LIEHHBIX TPAHC-
JISLMOHHBIX MCCJIEAOBAHUI B 00JACTU MEAUATPUU.
Co3znaHue OTAeNbHBIX OMOPECYPCHBIX TIeAruaTpude-
CKUX KOJUJIEKIMI U MeauaTpuyeckKux 0MOoOaHKOB,
JIOJITOCPOYHOE XpaHeHUe OromaTepraia KOHTHH-
TeHTa JETCKOIo BO3PacTa COMPSIKEHO C PSIIOM TH-
KO-IOPUINYECKUX CIOXKHOCTEM.

Yro 100aBAKIOT Pe3Y/IbTATHI HCCIETOBAHUSA?
JIeMOHCTPUPYIOT BO3MOXHOCTb, 0OOCHOBBLIBAIOT
11e1eCO00Pa3HOCTh CO3AaHUsI OMOMEIUIIMHCKUX
PECYPCHBIX KOJUIEKIIMI OMoMaTeprala MmalueHTOB
JIETCKOTO BO3pacTa B YCJIOBHUSIX MHOTOMPOMUIb-
HOIro cTallMOHapa Ha 06a3e Hay4YHO-McClenoBa-
TEJIbCKOTO LIEHTpa (heaepasbHOIO YPOBHSI.
[IpoBeneHne TeHETUYECKUX MCCIEIOBAHUM C TIPU-
MEHEHHEM COBPEMEHHBIX METONMK Ha OroMaTepu-
ajie, LieJIeHarpaBIeHHO COOPAaHHOM B TeUEHUE LM -
TEJIbHOTO BPEMEHM, MO3BOJMIO PACIIUPUTD MPE-
CTaBJICHUSI O KIMHUKO-TEHEeTUYECKOM JaHaiacbTe
penkux 3abojeBaHuii, pa3padboTaTh AU depeHIIn-
POBaHHBII MOAXON K BBHIOOPY pa3mMepa reHeTuye-
CKOW TapreTHOM MaHeJU ISl TEHETUYECKOTO TECTU -
pPOBaHUS MOJUTEHHO OOYCIOBICHHOI MaTOJOTUM,
BBISIBUTh HOBYIO, paHee HEe ONMMCaHHYIO MyTallUio
¢ 3(b(eKTOM OCHOBATEJISI, XapaKTePHYIO ISl TIOIy-
JISIUMU OTIPENeIEeHHOTO PEruoHa.

Key messages
What is already known about the subject?

» Biological samples obtained from pediatric patients
are essential material for valuable translational re-
search in pediatrics.

The creation of separate pediatric bioresource col-
lections and pediatric biobanks, as well as the
long-term storage of biomaterial from children, is
associated with a number of ethical and legal chal-
lenges.

What might this study add?

They demonstrate the feasibility and justify creating
biomedical resource collections of pediatric patient
biomaterial in a multidisciplinary hospital setting at
a federal research center.

Conducting genetic research using modern tech-
niques on biomaterial purposefully collected over
a long period of time made it possible to expand our
understanding of the clinical and genetic landscape
of rare diseases, develop a differentiated approach
to selecting the size of a target panel for genetic
testing of polygenic pathologies, and identify a new,
previously undescribed founder-effect mutation
characteristic of the population of a specific region.

Ilenuatpusi — cioxHast o6jJacTb B OMOOAHKUPO-
BaHUM B cuily psna npuuuH. [Ipexne Bcero, 3To co-
MPSIKEHO C 3TUKO-IOPUINYECKUMU aclleKTaMU, T0-
CKOJIbKY MH(pOpPMUPOBAHHOE cOIIacue Ha B3STHUE,
XpaHEHWE U UCIIOJb30BaHUE OUoMaTepuana aeTei
AT UX 3aKOHHBIE mpencraButenu. MMewT au npaBo
pOOUTENU AaBaTh IIMPOKOEe UWHOOPMUPOBAHHOE CO-
mjlacue WM JOJIKHBI JaBaTh €ro MoJ KOHKPETHBIN
npoekT? JloctaTouHO M MHPOPMUPOBAHHOIO COIJIa-
CHUSI OT OJHOTO U3 poAuTeNeidl niu HeoOXoaumo OpaTh
corjacue y o0oux BCJIENCTBUE MOTYYEeHUST pebeHKOM
PaBHOTO T€HETHMYECKOro MaTepuana OT KaxXXIOoro us3
Hux? JIOJXKHO JIM pOAUTENbCKOEe MHMOPMUPOBAH-
HO€ corjlacue ObITh OrPAaHUYEHO BPEMEHEM HACTY-
IeHusl coBepllueHHoyeTus1 pebenka? Heobxomumo
JIM OpaTh MOBTOPHOE WH(MOPMHUPOBAHHOE coliacue
y MaluMeHTa MO JOCTUXXKEHUM MM COBEPIIeHHOJETHS
C MpaBOM OT3bIBA POMUTEIHCKOTO COTJacus, OUO-
JIOTMYECKUX 00paslioB MaliMeHTa M3 OuobaHKa U UX
yrunu3anuu? VIMeroT u poauTenu 3TUYEeCKOe MPaBo
noaBeprath pedbeHka mpolenype B3siTUSI OMoMaTepu-
aja MpOTUB €ro BOJU, HEB3Upasl Ha cTpax pedeHKa
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nepen 60Je3HeHHOCThIO mpoleaypbl? [ToMuMO 3TUKO-
IOPUINYECKUX BOIMPOCOB CYIIECTBYIOT TEXHUUYECKHUE
CJIO(KHOCTU — HEBO3MOXKHOCTD TMOJIYYEHUSI JOCTATOU-
HOro KoJinyecTtBa Ouomatepuana s O6MOOAHKUPO-
BaHUsS Y OMNpeAeIeHHONM KaTeropuu MauueHToB (Ha-
NpUMep, HOBOPOXIEHHbIE U HEIOHOILIEHHbIE NEeTH),
cTpax pebeHKa nepea MeIULMHCKUMU MaHUMYJISIUSI-
MU, CTpax nepea 00Jiblo, Ope3NIMBOCTh U OTBpallleHUE
K OMOJIOTUYECKUM XKUIKOCTSIM.

MexayHapoaHble peKOMeHIaluu Mo OMo0aHKM-
POBaHUIO B OCHOBHOM KacaloTCsl B3POC/bIX YYaCTHU-
KOB, 1 JaXe ecIu peuyb UIET O JETCKOM KOHTMHIEHTE,
JNIOKYMEHTBI HE UMEIOT 00sI3aTEIbHOMN CUJIbI, TPOTUBO-
pEeYMBBI WJIM COIEpXKaT JIMIIbL OrpaHUYEHHbIE PEKO-
MEHJALIMU IO PSIAY BOIMPOCOB, KACAIOIIUXCS AETCKUX
6uobaHkoB. HanmoHanbHble peKOMEHAAWU MO OUO-
0aHKMPOBAHUIO C OCOOBIM BHUMaHUEM K MeauaTpuu
MMEIOT HECKOJIbKO cTpaH: ABcTpanus, Mrtanus, Be-
JukooputaHusi, Upnanaus, I'epmanus, IIBeiiuapus,
AnoHusi. B OCHOBHOM OHM HOCSIT peKOMeHIaTelb-
HBII xapakTep, KpoMe ABCTpanuu, BennkobputaHuu
u AnoHuu, rae rnomiexar K ucrnoaHeHuto [3].
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Taommma 1
KommuecTBO opranmn3anuii 1 KoJUIEKIW OoMaTepraia JOHOPOB IETCKOTO Bo3pacTa
no njaHHeiM BBMRI-ERIC B 3aBUCMMOCTH OT IapaMeTpoB (PUIBTpaLIMK TTOUCKa
Konnuectso Konnuectso
opraHu3anuit KOJUTEKIIN i

Bcero: 403 3550
[MapameTpbl husbTpalum:
Kareropus "Paediatrics” 123 440
Kateropus "Paediatrics" + Tun matepuana "Whole blood" 63 155

+ T Matepraia "DNA" 98 319
Kateropus "Paediatrics” + tun matepuana "Whole blood" 28 39
+ tum xoywrexkiu "Hospital”

+ T Matepuana "DNA" 30 67
Kareropus "Paediatrics” + tun marepuana "Whole blood" 11 14
+ tun komekuuu "Birth cohort”

+ tun Matepuana "DNA" 15 22
Kareropus "Paediatrics” + tun marepuana "Whole blood" 22 32
+ tun xomtekuuu "Population-based"”

+ tun matepuana "DNA" 31 52
Kateropus "Paediatrics" + Tun matepuana "Whole blood" 6 6
+ tun koyutekuuu "Twin-study”

+ T Mateprana "DNA" 9 9

ITpumeuanue: BBMRI-ERIC — Biobanking and BioMolecular resources Research Infrastructure-European Research Infrastructure Consortium,
DNA — deoxyribonucleic acid (ne3okcupudonykienHonas kuciora, JTHK).

DTryeckre BOMPOCHI, BOZHUKAIOIINE TIPU CO3/a-
HUU KOJIJIEKIINI OMomarepuaia, oJydeHHOTO OT Tallu-
€HTOB JIETCKOTO BO3pacTa, OTJIMYAlOTCs 00Jee CIOXKHBIM
YCTPOMCTBOM, YeM Y MallMeHTOB B3POCJON KOTOPTHI,
M OXBaTHIBAIOT TaKWe acCIeKThl, KaK: MHOOPMUPOBAH-
HOE coryiacue, MOBTOPHOE COTIacHe 10 TOCTUKEHUH CO-
BEPIIEHHOJIETHS, TTOCIEACTBUSI PE3YIBTATOB TeHeTUYe-
CKUX MCCJIEMOBAaHUM JUIsI pebeHKa U WIEHOB €T0 CEMbU
[4]. MndopMupoBaHHOE corlacve B Cilydyae yyacTHUKA
JIETCKOTO BO3pacTa JIaeT ero 3aKOHHBIN TPEICTaBUTENh.
C 1opuanYecKoil TOYKY 3pEHHUsI COIIACHUST OMHOTO U3 PO-
IuTeNeil moctaTouyHo Kak B Poccuiickoit Denepanun,
TaK U 3a pyOexoM, OHAKO JIyYIlleil TPAaKTUKOI SIBISIET-
s TIoJTydeHre MH(POPMUPOBAHHOTO COTIACUST OT 00OMX
ponuTteneit [5]. Bonpoc 1opuanyeckoit CUbl poaUTEIb-
CKOT0 MH(OPMUPOBAHHOTO COTIACHST M HEOOXOIMMOCTH
TTOBTOPHOTO TIOJTYYEHHUsI COITIacHsl Y CaMOro pebeHKa 1o
JTOCTUKEHUU UM COBEPIICHHOJIETUS OCTAeTCs TUCKY-
TabeabHBIM [6, 7]. ComacHO pe3ysibTaTy HUCCIeIOBaHMS
no onpocy noapoctkos (11-21 neT) B Benukoobputanuu,
76,5% omnpoIleHHBIX MPEANOwIn Obl AaTh MOBTOPHOE
coracue, Koraa CTaHyT JIOCTaTOYHO 3PeIbIMU JIJIST 3TO-
ro, axe eclIi paHee ObLIO MOJYYEHO COIIache POAUTe-
Jieit [8]. UMeHHO 1o mpuyuHe TOro, 4To JeTU He MOTYT
CaMOCTOSITEJTLHO JaTh COIIace M OTKa3aThCsl OT IpaBa
Ha OT3BIB B MOMEHT JOHOPCTBA, MPAaBO Ha OT3bIB LIS Jie-
Teil BaXKHee, YeM MPaBO Ha OT3BIB LTSI B3POCIIBIX JTOHO-
pos [9].

BrliensnoxeHHble TPYAHOCTU OOYCJIOBIMBAIOT
HEMHOTOUYMCIEHHOCTh TMeIuaTpuyeckKux OMOoMenu-
IIMHCKUX KOJJIEKIMiA B Mupe. Tak, comiacHO JaHHBIM
oO1IeHalMoHaabHoro onpoca 6uodankos CIIA 2012r,
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44% W3 HUX XpaHsSIT 6M00Opa3Ibl, COOPAHHBIE Y y4acT-
HMKOB B Bo3pacte 10 18 et u Tobpko B 2% 61M06aHKOB
XPpaHSTCSI UCKITIOUUTETLHO TIequaTpuieckue oopasiibl,
OTHAKO YMCJIEHHOCTb KOJUIEKIMi He mpuBoauTcs [10].

ITo nanaeim BBMRI-ERIC (Biobanking and Bio-
Molecular resources Research Infrastructure- European
Research Infrastructure Consortium)' B pasnene nouc-
Ka o0pasloB U JaHHbIX npeacTtaBieHo 403 opraHu3za-
iy 1 3550 xomwtekuuit. [Tpu duisTpauuu moucka o
kareropuu "llemmarpust” ("Paediatrics”) kommyecTBO
opraHmsanuii ymeHbluaetcss A0 123, KoJUIeKUuil 1o
440. I1pu BBEIOOpPE (puIBTpa MoMuMo Kateropum "Ile-
nuatpus” tun marepuana "llenpHas kposb' ("Whole
blood"), KoJIM4eCcTBO OpraHU3aLii CoKpalaercs 10 63,
KoJuiekuumii go 155. JJanHble Tabauibl 1 neMOHCTpUpy-
10T U3MEHEeHNEe KOJWYECTBa OpTaHU3alUil Y KOJIJIEK-
uuii mo ganHHbiM BBMRI-ERIC, nmeromux nequatpu-
yeckue 61Moobpasiibl, B 3aBUCUMOCTUA OT MTapaMeTpPOB
dunerpanuy momcka.

Tlenuarpuyeckue 6ropecypcHbie kosuiekiuu (bPK)
B eBpOIleiicKUX OMoOaHKaX TPENCTaBJIEHBI MPEUMY-
LIECTBEHHO OMO00Opa3aMy MalMeHTOB ¢ KOHKPETHBIM
3aboJieBaHUEM, JIUOO COOPAHHBIX PAHAOMHO B OTpee-
JIEHHO# OOJIbHUIIE BO BpPeMsI CTAllMOHAPHOTO JICYSHUSI
y TIAllMEeHTOB, YbM 3aKOHHbBIE MPEJICTABUTEIM I WH-
(opMupoBaHHOE corlacve Ha B3SITUE U XpaHEeHUe O1Oo-
Marepuana. OMHAKO HEKOTOPbIE CTPAaHBI-yYaCTHUIIBI
BBMRI-ERIC pacnonaraloT KoJuleKIUSIMU OnoMa-
Tepuaja JeTCKOTO HaceJeHUsI, CO3MaHHBIMU B pamMKax

' BBMRI-ERIC Directory https://directory.bbmri-eric.eu/ERIC/
directory/#/catalogue.
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HE TOJBKO HO30JOTUYECKMX MPOEKTOB, HO W UCCIe-
JIOBAaHWI 3MOPOBBS IeTEl M MOAPOCTKOB U CPEIOBBIX
(bakTOpOB, BAUSIONINX HA HETO, a TaKXe OJIM3HEIIOBBIX
koropt (Hunepmannpl, @uansguaus, Yemickast Pecry-
onuka, lIBeuus, l'epmanust, Manera).

Eme cnoxHee mosyduTh MH(MOPMAITUIO O HATUIUN
MeANATPUIECKUX OMOMETUIIMHCKUX KOJIJIEKIIUI B pOC-
cuiickux 6uobaHkax. Ilpu aHanuse mpecc-pean3oB
ouobankoB-uieHoB HACBMO (HauuoHanbHasi ac-
couuanus 6M06aHKOB W CMELUATUCTOB MO OMOOaH-
KHUPOBAHUIO), HAM YIaJOCh JIUIIb y 6 HANTH CBeNeHUS
0 XpaHEeHUM O6M000pPa310B, MOJYYEHHBIX OT AETCKOTO
KOHTUHTEHTA, Cpear KOTopbix 1 6uodank HMMUII nm.
B.A. AimazoBa Mun3snpasa Poccun?.

Bce BhIIEU3IOXKEHHOE OTpaXaeT KoJioccaabHOE
3HaueHue co3nanus bPK Guosiornueckoro martepua-
Jla, TIOJIyYEHHOTO OT MAIlMEHTOB U 3I0POBBIX TOHOPOB
JIETCKOTO BO3pacTa Uil KIMHUYECKOW U HAyYHOW Me-
IUIMHBI. A 3HAYMMOCTh OMOOAHKOB, KaK K/IIOUYEBOI
COCTaBJISIONIEH peaqu3aluu OOJITOCPOUYHBIX HAYYHO-
HCCIIENOBATEILCKUX TTPOEKTOB, K KAKOBBIM OTHOCSITCS
MPEeNMYIIECTBEHHO TeHeTUYeCKNEe MCCIIEOBAHUSI, SB-
JISIETCSI HEOCTIOPUMOIA.

ey nccnenoBaHus — MpPOJAEMOHCTPUPOBATD ITy-
TU CO3JaHMS U TePCTIEKTUBLI TPUMEHEHUs] OMOMEeIH -
IIMHCKUX PECYPCHBIX KOJUIEKINIT OroMaTepuaia marm-
€HTOB JIETCKOTO BO3pacTa, a TakKKe BO3MOXHOCTU WX
nudGepeHIIMPOBAHHOTO UCTIOIB30BAHUS B KIMHUYE-
CKUX Y HAyYHBIX LEJISIX B YCIOBUSIX MHOTOTIPO(UIBEHO-
ro cralMoHapa Ha 6a3e Hay4HO-HUCCJIEeN0BATEeIbCKOTO
1eHTpa dhenepajibHOro YpoBHS.

Marepuaj ¥ METOIbI

Buomarepuain oT manMeHToB AETCKOTO Bo3pacTta B OMO-
banke HMMIL uMm. B.A. AnmazoBa MunsapaBa Poccuu
HavaJl KymyJupoBatbesi ¢ 2016T, Korga ctapToBajid MepBbie
reHeThYecKue MpoekThl B obsactu nenuatpuu. I[locie pas-
paboTKM nM3aifHa WMCCIIeIOBaHUSI, KPUTEPHUEB BKIIOUCHUS
W HEBKJIIOUEHUsI, KaXKIbIil TTPOEKT MPOXOIVJI dTall COTIaco-
BaHUS C PYKOBOICTBOM YUPEXKIEHUsI, TIPOIIEAYPY OMOOPEHMUsI
HezaBucuMbiM 3TMYecKMM KoMuTeTOoM. Hamra mpaktuka
peanu3anyy TeHeTUYeCKUX MCCIIENOBAaHUI BKITIOUAET B ce-
0s1: ToJydeHWe IMMPOKOTO MHMOPMUPOBAHHOTO COITACHUS
3aKOHHBIX TIPEICTaBUTENIe Ha B3sATHE OMomaTepuaia; coop
W XpaHeHUe I1eJIbHOW KpOBU TpoOaHAa M BHIIEICHHOU U3
Hee ae30KcupuboHykienHoBoil kuciaotsl (AHK) — nonro-
cpouyHoe xpaHeHue Tipu temneparype -20 °C; nuddepeHun-
poBaHHoe BbiiesieHue u xpaHeHue PBMC (peripheral blood
mononuclear cells, MOHOHYKJIeapHbIe KJIETKU Mepudepude-
CKO#1 KpOBU) — JOJTOCPOYHOE XpaHEHHE MPU TeMITepaType
-80 °C — 119 BO3MOXHOTO MPOBEACHUS NabHEHIINUX TeHe-
TUYECKUX M (PYHKIIMOHATBHBIX UCCIENOBAHUIA; TTOTyYeHUe
MHOOPMUPOBAHHOTO COMIacus U OMoMarepuaia pomuTeNneit,
crOCOB U OIMXKANIINX POACTBEHHUKOB (€CIM OHUW ITOCTYII-
HBI) B CIIydasx OOJBIINUX POMOCTOBHBIX. MBI HE MCTIONb3yeM
MOJIHYI0 aHOHUMU3ALIMI0 0M000pa31ioB, a MPUMEHSIEM KOIM-
POBaHHYIO CUCTEMY, ITOCKOJBKY paboTa ¢ METCKUMU KOTOp-
TaMU 3a49acTyio MoIpa3yMeBaeT TMHaMUYecKoe HaOIoneHne

2 Ynensl HACBWoO http://nasbio.ru/chlenstvo/chleny-nasbio.
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3a yYaCTHUKAMM, a TakXe, TIPU HEOOXOMUMOCTH, 00eCcTieun-
BaeT BO3MOXHOCTb TTOBTOPHOTO TEHETUYECKOTO TeCTUPOBA-
HUs. [laHHbBIE TTOJTHO9K30MHOTO CEKBEHUPOBAHUS, TapreT-
HOTO CEKBEHUPOBAHMUS TTaHEeJIeil TEHOB XpaHSTCS Ha cepBepe
yupexaeHusl Ha nucke "bmobaHK", 4TO MO0 HEOOXOMUMOCTH
B JaibHENIeM TTO3BOJISIET MPOBeieHNe peaHanusa. KimuHu-
KO-aHaMHeCTUYeCKre U JTabopaTOpHbIe NaHHBIE XPAHSITCS
B cucteMe qMS, accolmMpoBaHHOI ¢ MPOrpaMMHBIM 00e-
crieyeHrueM buobanka.

B nHacrosiiee mccienoBaHre BEIOOPOYHO OBLT BKITIOUEH
OuomaTrepuan MalueHTOB IETCKOTO BO3pacTa, a TakkKe WX
PONCTBEHHUKOB TIEPBOIA JIMHUYU PONCTBA, 3a0aHKMPOBAHHBII
B nepuon ¢ 2016 mo 2025rr B pamMKax peaau3aliy TeHETH-
yeckux npoektoB HMMUIL um. B.A. AnmazoBa MuH3npasa
Poccun B obGnactu megmaTpuu: TPOEKTa MO TE€HOTHUITUPO-
BaHUIO PEIKUX TeHEeTMYEeCKUX CUHAPOMOB (1 ceMbst), TIpo-
€KTa TI0 TEeHOTUTTUPOBAHUIO TMAIIMEHTOB JAETCKOTO BO3pacTa
C apUTMOJIOTUIECKUMU CUHAPOMaMU (1 ceMbsI ¢ TporpeccuB-
HBIM HapylIeHNeM TPOBOIUMOCTH, aCCOIMMPOBAHHBIM C Ba-
puantom reHa DSP, KOmUPYIOIIETO AeCMOIUTaKMH), MMPOEKTa
110 TEHOTUTIMPOBAHUIO MAIIMEHTOB AETCKOTO BO3pacTa ¢ Au-
JatarinoHHoi Kapmuomuornatueit — JJIKMIT (1 cembst), Ha-
YYHO-UCCIIeIOBATELCKON pabOTHI IO TEHOTUTTMPOBAHUIO TTa-
LIMEHTOB ¢ TUIepTpoduyeckoi KaparnomuonaTtueit (FKMIT),
B T.U. YHUKaJIbHOI rpymnibl aeteit ¢ nedrotom 'KMII B BO3-
pacte mo 1 roma u MpoeKTa 1Mo U3y4eHUI0 CEMEWHBIX CTyJaeB
MePBUYHON MWINapHO# nuckuHe3nu. [ns 6uobaHKUpoBa-
HUS VICTIONh30BaTaCh ebHAsT KPOBb B 00BbeMe oT 1 10 4 M
(B 3aBUCHMOCTH OT BO3pPAcCTa U COCTOSTHUS TTAlIMEHTA), B3STast
OTHOMOMEHTHO C TJIAHOBBIMY aHATM3aMU1 KPOBU B KITMHUYE-
CKUX TIEJSIX, YTOOBI M30eKaTh JOTIOTHUTETbHOM TpaBMaTn3a-
uu pedeHka. B ciryuasx cbopa Oromarepuraia u3 peruoHoB,
K 6M00aHKMPOBAHUIO IPUHUMAJIUCH CyXHe TIsITHA KpoBu. M3
00pAas3IoB IeTbHOM KPOBU U CyXUX ITSITEH KPOBU BEHIIEISIIACh
JHK, xoTopast B mocyienyionemM UCIob30Bajlach TSl TeHe-
TUYECKOTO TECTUPOBAHUS C TIPUMEHEHUEM Pa3TMIHbIX METO-
IIOB: TapTeTHOE CEKBEHUPOBaHUeE TeHa nHTepeca o CaHrepy,
METOJI CEKBEHMPOBAHMSI HOBOTO TTOKOJIEHUSI C TeJIEBBIM 000-
ramenreM Ha npudope [llumina MiSeq ¢ TOMOIIIBIO TIETEeBBIX
MaHeJieil TeHOB, a TaKXKe TIOJTHOAK30MHOE CEeKBEeHUPOBAHUE.
OcratouHblii 6uomaTepuan (uenbHast KpoBb, JJHK) moBTOp-
HO TIpUHUMAJICS B OMOOAHK TSI MaTbHEHIIero OTBETCTBEH-
HOTO XpaHEHWS.

UccnenoBanue mpoBeneHO B COOTBETCTBUY C TIPUHITH-
maMu XeJIbCUHKCKOM aexinapauun. [TucemenHoe nHpopMu-
pOBaHHOE coTfiacue ObLTO TIOTYYeHO Y 3aKOHHBIX MTPECTaBU-
Teneit meTeil, BKIIOYEHHBIX B TaHHOE UCCIIEIOBaHNe, a TAKxKe
V KaXXJIOTO B3POCJIOTO YYaCTHUKA.

PabGora BeImostHeHa Tipu monaepkke rpaHnta PH® 25-
15-00552 (ponp mMcTouHMKa (GUHAHCUPOBAHUS — aHAJN3
U UHTEPIIPETAITUST TAaHHBIX).

Pe3ynbTaThi

BbPK 6Guomarepuana npobaHIOB JETCKOTO BO3-
pacta B buobanke HMUWUII um. B. A. Anma3zoBa cdop-
MHPOBAJIACh B XONI€ PEATN3ALNU OTIEIBHBIX TPOEKTOB
B obiactu menuatpuu, HauuHas ¢ 2016r, u Ha cero-
IHSIIIHUR AeHb cocTaiseT >1500 o6pa3loB LelbHOMI
kpoBu u reHomHoit JIHK, a Takxke, B psige ciayya-
€B, TIa3Mbl, MOYM, TKaHE, M OXBAThIBAET TaKUe HO-
30J10TUU, Kak Bce BuUIbl kapauomuonatuii (I'KMII,
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OKMII, pecTpuKTHBHas), apUTMOJOTUYECKHUE CHUH-
npombl (cuHapoM bpyraga, cCUHAPOM YIJIMHEHHOTO
uHtepBana QT), MHOXECTBEHHbIE BPOXIECHHBIE IMO-
POKM, peaKue TeHETUYECKUEe CUHAPOMBI, HEOITa3Uu.
Bo3MOXHOCTA MCMONB30BaHUSI JAHHON KOJUIEKIIUU
MPEeNCTaBJIeHbl B HUXEU3JIOXEHHBIX KIMHUYECKUX
npuMmepax, AEMOHCTPUPYIOUIUX KaK Hay4YHBIA, Tak
Y1 KJIMHUYECKUIA MOTEHIMAaI KOJUIEKIIMI, a TakKe mep-
CIEKTUBbI TPUMEHEHUSI MePCOHATU3UPOBAHHOTO MO/ -
XOlla B COBPEMEHHOI MeIUIIMHE U, B YaCTHOCTHU, B 00-
JIACTU penKuX U op(aHHbBIX HO30JIOTUIA.

ITpumep ucnons3oBanusi ouomarepuaia BPK pen-
KHX 3a00/IeBaHUii IS IPOBEEHNSI METUKO-TeHETHIECKO-
r0 KOHCY/IbTHPOBAHUS

B 2018r HamMu ObLT OnMMcaH KJIAMHUYECKMIA CIy-
yaii cunapoma bapra (OMIM#302060, ORPHA:111)
Yy MaJibuMKa C OTATOLIEHHBIM CEMEHHBIM aHAMHE30M
Mo BHE3aIrHOol cMepTu Ha ¢oHe MHMEKIIMOHHOIO 3a-
0oJieBaHUSI BHYYaTOro ASAUA MpodaHIa U JIETAIbHBIM
HUCXONOM TIpoOaHaa OT BHE3alMHOW cMepTU Ha (oHe
3MuU304a UH(PEKIIMOHHOro 3a00JieBaHUsl B BO3pacTe
12 mec. [11]. Cunapom bapra — X-cuemieHHOe Ha-
CJIEACTBEHHOE DPELECCUBHOE 3a00J€BaHUE C YacTO-
Toil BcTpeuaemoctu 1:300000-400000 xuBOpOXKIAEH-
HbIX, 0OYCJIOBJIEHHOE BapvaHTaMU B reHe Tada33uHa
(TAZ). BoBpeMsi cobpaHHBIF U 3a0aHKUPOBAHHBIN
O6uvomarepuayg npodaHga U POACTBEHHUKOB MepBOM
JIVHUU PONCTBA (POAMTENM, CTapIIUii OpaT Mo Marte-
pU) TIO3BOJIW, NMPU MOSIBJICHUU TEXHUYECKUX U J1a00-
PaTOPHBIX BO3MOXHOCTEI, MPOBECTU MOJHOLEHHOE
TeHEeTUYECKOe TeCTUPOBAHUE C MPUMEHEHUEM COBpe-
MEHHBIX METOIOB T€HETUYECKOI AUarHoCTuku. B 6uo-
MmaTepuayne npobaHma Oblia JeTEeKTUPOBaHA paHee
HeomnucaHHas 3ameHa B reHe TAZ (chrX:153648584,
NM_000116:exon9:c.680dupA:p. Y227 F228delinsX)
B FTeMU3UTOTHOM (hopMe, HOCUTEIBCTBO JAHHOTO Bapu-
aHTa ObLIO YCTAHOBJIEHO Y MaTepU MallMeHTA.

Cniyera 2 roga, BO BpeMsl TpeTeil 0epeMeHHOCTH,
K HaM OOpaTWUJIUCh POAUTENU MpodaHIa ¢ MPOCHOOI
MpoBeNeHUS TpeHaTalbHOU nuarHoctuku. Ha cpo-
ke 12 Hej. Oblia BBINOJHEHA OMOIICUS BOPCUH XOPUO-
Ha ¢ nocieaytomuM BolaenenreM JJHK miona, kapuo-
TUMIAPOBAHUEM U CEeKBEHUpPOBaHUEM IO CaHrepy reHa
TAZ. B pe3ynbraTe NUarHOCTUKU ObLT yCTAHOBJIEH MYX-
ckoit kapuorun 46XY, BMecTe ¢ TeM, 3aMEeH B FeHe MH-
Tepeca 0OHapyXeHo He Obu10. bepeMeHHOCThb 6J1aromno-
JIYYHO 3aBepIIIACh POXKAECHUEM 310POBOTO MabuMKa.

B HacTosiiee BpeMst B OMo0aHKe XpaHUTCS LieJb-
Has kpoBb U JJHK mpoGanna, a Takxxe Bcex obcieno-
BaHHBIX YJIEHOB CEMbU.

IMpumep ucnonb3oBanus d6uomarepuasa BPK, mo-
3BOJIMBIIMI PACHIMPUTH MPEACTABIEHUS O BO3MOXKHBIX
Kimnndecknx ¢enorunax DSP-acconuupoBanHoii maTo-
JIOTHH

B 2016r Hamu GbLT OMYOGJIMKOBAH CeMEMHBIN CITy-
yaii DSP-accoumupoBaHHOTO MPOTPECCUPYIOLIETO
HapylLIeHUsI CepAeYHON MPOBOAMMOCTH, Tae MpobaH-
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JIOM OBLT TAIIMEHT C TTOBTOPSIOIIUMUCSI OOMOpOKa-
MU C MOAPOCTKOBOro Bo3pacrta [12]. ¥V mauuneHTa ObLT
JMMaTHOCTUPOBAH CUHIPOM CJIa00OCTU CUHYCOBOTO Y3-
Jla U aTpUOBEHTPUKYJISIpHas1 Ookana 2 cT. Benenctue
CUMIITOMATUYECKO# OpanuKapauu emy ObIT MMILIaH-
TUpOBaH KapauoctumyiasTop. CeMeiHBbIII aHaMHe3
OBLIT OTSTOILEH CTyJyassMU BHE3aAITHOM CepleuHOM cMep-
TH (I1Ba OpaTa MpobaHIa 1 eTo IIEMSTHHUK CKOHYAIUCh
B Bo3pacTe 18 u 19 net). Marepu nainueHTa B Bo3pacte
42 5et ObLI UMITAHTUPOBAH KapAUOCTUMYJISITOP U3-3a
TIpEXOosIIeil aTPUOBEHTPUKYISIPHOI OJIOKAIbI, a Y ellle
OHOTO Oparta Ha 3JIeKTpOoKapaAuorpaMMe ObLT BHISIBJIEH
CUHIPOM cJIabocTu cuHycoBoro y3ia. Ha ocHoBaHuu
JMAHHBIX KJIMHWYECKON KapTUHBI OBLIO 3aroI03peHO
ceMeliHoe mporpeccupymooliee HapylleHue MpoBOAU-
MocTu (6oJie3Hb JleHerpa) U omnpenesaeHbl MoKa3aHUs
K TIPOBEIEHUIO TEHETUYECKOTO TeCTUPOBAaHUS. Y TPO-
OaHma 1 BCex JOCTYIHBIX YJIEHOB ceMbU (Opara u Ma-
Tepu) ObUT JETEKTUPOBAH OIMH U TOT e BapuaHT B Te-
He DSP (Chr6:7581474, rs1135401735, NM 004415.4:c.
A5051G:p.His1684Arg) B reTepO3UroTHOM COCTOSIHUM.
Ha ToT MOMEHT HaHHBII TeH ObLI ONMKMCaH UCKIIOUM-
TEJILHO B CBSI3U C Pa3BUTHEM apUTMOTEHHON Kapauo-
Muonatu (OMIM#125647), cooblieHuii 0 ero CBsI3u
C pa3BUTUEM CHHIpPOMa CJabOCTU CUHYCOBOTO y3ja
WV U30JTMPOBAaHHBIM HapylIeHUEM MPOBOAMMOCTH He
obL10. [IpoBeneHMe cerperalilmoHHOTO aHaIN3a B KOM-
ieKce ¢ yHKIIMOHATBHBIM MCCIeTOBAHUEM WHIYII -
POBaHHBIX IUTIOPUITOTEHTHBIX KJIeToK [13, 14], nudde-
PEHIIMPOBAHHBIX B KapAMOTEHHOM HAaIlpaBJIeHWH, T10-
3BOJIJIO TIOATBEPAUTH MATOTEHHYIO POJIb BHISIBIEHHOTO
TeHEeTMYECKOro BapruaHTa 1 O1arogapsi ceMeitHOMY CITy-
yalo 3a00JiIeBaHUs BIIEPBbIE ONMKMCATh HOBBIN KJIMHUYE-
ckuit benortun mid rea DSP.

IIpumep ucnosb3oBanus 6uomarepuaia BPK ana
NpPoBeeHNs] KACKAHOTO CKPUHUHIA YIEHOB CeMbH M BbI-
SIBJIEHUSI HOBBIX CJIyYaeB 3a00JeBaHUs

B pamkax mpoekTa 1o TeHOTUITMPOBAaHUIO KOTOPTHI
nereit ¢ JIKMIT Habmonany Maibuuka 16 JieT, KoTophlit
1o 15 et poc u pasBuBaiicsl 6e3 0COOEHHOCTEM, Koraa
rocJjie TIepeHeCeHHOTO MH(EKIIMOHHOTO MepuKapanTa
TPOM3OIIJIO PEMONEIMpOBaHNe cepila ¢ hopMupoBa-
HUEM IWIaTalliOHHOTO (DeHOTUITa KapIMOMUOIIATUN CO
CHIDKEHUEM COKPATUTENIbHOI CITOCOOHOCTU, HAJIMUYUEM
TPUKYCITUIAIBHON HETOCTATOUHOCTH 3 CT., IPU3HAKa-
MU 3aCTOMHOM CepeYHON HEMOCTATOUYHOCTH.

B pesynbrate reHeTUUECKOTO TECTUPOBAHUS OBLIT
BBISIBJIEH BapUaHT HYKJICOTUIHOM IMOCJIeIOBATEIHHO-
ctu B reHe JPH2, xonupytoieM 6e10K IOHKTO(PUIUH-2
(Chr20:42815068, rs1131692244, NM 020433.4:c.
G278A:p.Arg93His) (OMIM#605267), B reTepo3Uror-
HOM cOCTOsIHUU. [Ipy TreHeTUYecKOM TeCTUPOBAHUU
ponuTelieil mpobaHma, HOCUTEIBCTBO NETEKTUPOBAH-
HOTO y MalMeHTa FTeHeTUYECKOTo BapraHTa ObUIO OOHAa-
PYXeHO y ero (heHOTUIT-OTpULIATeIbHOM MaTepu, OJia-
rozmapst 4yemy, MaTh Ipo0aHa ObUIa BKIIIOUEHA B CKPU-
HUHTOBYIO TIPOTpaMMy ATWHAMUYECKOTO HAOIIONEHMSI.
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Bo3spacr nedrora TKMII Ha nepBom romy xusHu
e l N
Haun6oaee yacras CapKkoMepHbIE BApUAHTHI,
TreHeTHYecKasi NpuIuHa PAConaruu,
passutusg FTKMII 00JIe3HU HAKOIUICHUSI,
B JAaHHOM BO3pacTe obmMeHa

|

PexkomennoBanHas
PaciimpenHas maHesb
K HCIOJIb30BAHHUIO
reHoB it NGS
TAPreTHAs NaHe]b (>100 reros)
s NGS

A J

B nerckom Bo3pacte
(o 18 ner)

I

CapKoMepHbIe BApUAHTHI,
PAComnartuu

|

TapreTHasi maHes b
CpeIHEero oxBaTa
(39 reHoB)

B 3peniom Bospacte

|

npeI/IMyH_[eCTBCHHO
CapKOMEPHBIC BApUAaHThI

|

Heobounbliast TapretHast
MaHeJNb, TPEUMYIIIECTBEHHO
conepKalasi TeHbI
capkomepa (19 renos)

A J

Puc. 1 IuddepeHmpoBaHHbIN TOAX0M K BBIOOPY TapreTHbIX maHesneit 11t NGS-nuarnoctuku ['KMIT B 3aBucMOCTH OT Bo3pacTa nedroTa 3aboJie-
BaHUs M JAHHbIX 00 3THOJorMyeckoit ctpykrype 'KMIT B Bo3pacTHOM acriekre.

[Mpumeuanus: TKMIT — runeprpoduyeckas kapamomuonatus, NGS — next generation sequencing (cCeKBEHUPOBaHUE CJIEAYIOLIETO MOKOJIEHNUS).

PAComnatuu — rpynmna GpeHOTUITUYECKN CXOXKUX TeHETHYECKUX CHAPOMOB, BBI3BAHHBIX MYTAIIUSIMU B TeHAX, KONUPYIOLIMX KOMITIOHEHTHI M PEryIsi-

Topbl RAS-MAPC curHaibHoro nytu (PAC/MuToreH-akTuBMpyemasi poTeMHKMHA3a), OTBETCTBEHHOTO 3a nposudepannto, 1uddepeHInpoBKy,

CTapeHue | aroITo3 KIETOK U 00ECTIeYNBAIOIIEer0 3TUM HOPMAIbHOE Pa3BUTHE KIETOK M TKaHEei OpraHn3Ma B 1IeJIOM B SMOPMOHAIBLHOM U TIOCTHA-

TaJIbHOM II€pUOIAX.

IIpu orcyTcTBUM Xajio0, B Bo3pacTe 45 JieT y Hee ObLIn
OoOHapyXeHbl yyacTKu (pubdposa Muokapaa, akuHe3usi
W HE3HAYUTEIbHOE CHWXEHUE CUCTOJINYECKOUN (hyHK-
vu 0e3 MpeAlIecTBYIoNero nHhapkKra MUuoKapaa in
JPYTUX MPUYWH, YTO TIO3BOJIWIIO BKITIOUUTH ACUMIITOM-
HOTO HOCHTEJISI TAaTOTEHHOTO BapMaHTa B MPOTpaMMy
aKTUBHOTO TMCTIAaHCEPHOTO HAOJIONEHUS U, B TTOCTIETY-
f011IeM, BOBpeMsI MHUIIMMPOBATh TEPATHIO.

Ha MOMEHT TeHeTU4ecKOTo TeCTUPOBAaHUS MPO-
6aHga B 2017r B MUPOBOIl HayYHOI JUTEpaType Bapu-
aHTBI B T€HE IOHKTO(GUJINHA acCOLMUPOBAIN C pas-
ButueM ['KMII. Tlo3nHee, B pe3ynbrate HaKOIJIEHUS
JNAHHBIX, ObUIa MOKa3aHa pojib reHa JPH2 B pa3BUTUU
JKMIT.

IMpumep ucnosb3oBanus ouomarepuaita BPK nas
aHaJM3a pelKuX KOrOpPT MAMeHTOB W pa3padoTku nud-
¢hepeHIPOBAHHOrO MOAX0AA K BBIOOPY MaHEIH IS re-
HETHYEeCKOro TECTHPOBAHUS B 3aBHCHMOCTH OT BO3pacTa
ne01oTa 3a001eBaHNs

HecsaThb JeT Hazam ObLT ONMKCaH JIETAJbHBIN CITy-
yaii Tskenoii TKMIT ¢ BHyTpUyTpOOHBIM N€0I0TOM,
00yCJIOBJIEHHBIN NBOWHOI MyTalueil B reHax RAS-
CUTHAJIbHOTO MyTH, Yy Majiburka 10- mec. Bo3pacrta [15].
DTOT chydail onpenes s HayIYHbIii MHTEpeC K U3yde-
HUIO TeHETUYECKOTO Teiizaxa paHHux aeootos 'KMIT
M TMoJioXuJl Hauvajio coszgaHuio BPK O6uomarepuana,
nojydyeHHoro ot aeteil ¢ ne6rorom 'KMII B Bo3pac-
Te no | roga. 3a mocieaytlue 9 jgeT HaM yIaaoCh CO-
OpaTh pernpe3eHTaTUBHYIO TI0 YUCIEHHOCTH Ha MUPO-
BOM ypoBHe [16-18] n HanGoJiee MOJTHO OXapaKTepu30-
BaHHYIO KOTOPTY AaHHOU naTtosioruu [19].

[Ipu aHanu3e KIMHUKO-TEHETUYECKUX TaHHBIX
9TOM TPYIIBI AeTeil ObUIO MOKa3aHO MPUMEPHO OIM-
HAKOBOE€ pacrmpeneseHue ciydyaeB 3aboneBaHusi, o0y-
CJIOBJIEHHBIX TTATOTEHHBIMU M BEPOSITHO-TTATOTeHHBIMU
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BapuMaHTaMM B reHax capkoMepa u reHax RAS-MAPK
CUTHAJIBLHOTO TYTU; MIPU 3TOM OoJiee OJaronpusiTHbIN
MPOTHO3 XapaKTepeH s MallMeHTOB ¢ capKoMep-ac-
counnpoBaHHoit I'KMII, Torma kak HauMeHbIas
1- 1 5-JeTHSST BBIKMBAEMOCTh, OOYCJIOBJAEHHAsT MPO-
TPECCUPYIOILEH CepAedyHOll HEeIOCTaTOUHOCThIO, UMesa
MecTo B caydyasgx ['KMII, neTepMUHUPOBAHHBIX MPU-
YMHHBIMU BapuaHTaMu B MeTabojuyeckux reHax [19].

B nmomonHeHue B paMKax MpPOEKTa MO Ie€HOTH-
MUPOBAHUIO TPYMIIbI AeTeil B Bo3pacte oT 0 mo 18 jer
BKJIIOUUTEJBHO C TUNepTpoduueckumM GHEHOTUIIOM
KapIMOMUOIIaTU U, B pe3y/ibTaTe aHAIN3a COOCTBEHHBIX
JMAHHBIX U JOCTYITHBIX JIMTEPATYPHBIX JAHHBIX HaMU
ObLT MpPEMIOXEH alropuT™M AuddepeHInpPOBaHHOTO
MoaxoAa K MCIMOJb30BAHUIO TapreTHBIX MaHedel s
NGS (next generation sequencing, ceKBeHUpPOBaHUE
cienytouiero nokosieHust)-apuarHoctuku 'KMII B 3a-
BUCHMOCTU OT BO3pacTta aebroTra 3ab0jeBaHus U CBe-
neHuit 06 atnosornueckoii ctpykrtype 'KMII B BO3-
pactHoMm acniekTe (pucyHok 1) [20]. Hamu maHHbie
BHEC/M BKJIaJ B HallMCaHUE MOCAEIHUX KJIMHUYECKUX
pekoMeHaaluuii mo jgedyeHuto u nuarHoctuke 'KMIT
[21], a Takke ObLIM BHEAPEHBI B MPAKTUUYECKYIO JEsI-
TeJbHOCTh cTauumoHapa HMMUIL um. B. A. Anmazosa.

IIpumep ucnoab3oBanus ouomarepuana BPK, mis
UIeHTH(DUKANUN TIPUPOJBI U BPeMEeHH BO3HMKHOBEHHS
MYTALMH-0CHOBATEJIS

B 2024r B pamkax mpoeKkTa Mo U3y4eHUIO TeHeTU-
YeCKO MPUPOIbI BPOXIEHHBIX MOPOKOB MPU TEHOTU-
nMpoBaHuU 21 ceMbU ¢ TUAarHO30M "TIepBUYHAST 1TAJIU -
apHasl TMCKUHe3Ws" M3 pa3HbIX pernoHoB Poccuiickoii
®enepaliiv, Mbl BIIEpBbIE OIMKMCAIM WHTPOHHBINA Ba-
puaHT ¢.2052+3G>T B reHe DNAHS, xomupyloiiem
JIeHenH Tskenoi enu 5 (OMIM#603335) Ha cThike
14 sx30Ha U 14 uHTpoHa. ComTaCHO aHaNU3y CEKBEHU-
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poBanusg MPHK-TpaHCKpUNTOB pECHUTYATBIX KJIE-
TOK ITbIXaTeJbHBIX ITyTeli, TaHHBII BapyuaHT MPUBOIUT
K aHOMAJIbHOMY CIUTAiCUHTY C MPOITYyCKOM 3K30Ha 14
W CIBUTOM PaMKW CUYUTHIBaHUS. BapuaHT ObLT AeTeK-
TUPOBAH Yy 4-X HEPOJACTBEHHBIX CEMEN, MPOXUBAIOIINX
Ha Tepputopuu YaMyptuu (r. I>KeBCK M ero oKpecT-
HOCTH), B 3-X U3 KOTOPbIX MPOOAHIBI ObUTM KOMMAyH/I-
reTepo3uroTaMu, a B OAHOU — romMo3urotoii. Bo Bcex
4-x cny4dasx BapuaHT ¢.2052+3G>T He ObL1 3aMeHOM
de novo, a ObLI1 yHacaenoBaH MpodaHAaMU OT UX POAU-
Tesneil. OTo MO3BOIWIIO MPEANOIOXKUTh, YTO JAHHBIN Ba-
PUAHT MIPEICTaBIsIeT cOO0 MyTallMI0 OCHOBATENS B Y-
MYPTCKOW MTOMyJISINU. AHAIU3 TaIlJIOTUIIOB MPOOAHIOB,
npoBeaeHHbI ¢ nomoliblo SNP (Single Nucleotide
Polymorphism)-reHoTunupoBaHusi, TOATBEPAWI, YTO
MalMeHThl HE UMEIOT TeHETUYECKOTO PONICTBA MO BCEMY
TEHOMY, HO UMEIOT OOIIUI rarioTUIT TPOTSIXKEHHOCTHIO
~6,25 miH L.H. (250-300 SNPs) B 1okyce DNAHS, uto
CBUJZIETEIILCTBYET O posiu 3ddeKTa ocHOBaTeNsl B pac-
MPOCTPAHEHUN 3TOTO UHTPOHHOTO BapUaHTa B MOMYJIsI-
1y YamypTtuu. B HacTosiiiee Bpemsi 3TOT BapUaHT OT-
CYTCTBYET KaK B MEXIYHApPOIHbBIX, TAK U B POCCUMCKUX
0o0IIEeNOCTYMHBIX 6a3aX AAaHHBIX O YacToTax asuieneit
BapuaHTOB. C MPaKTUYECKON TOUKU 3PEHUS, YUUThIBAS
BBICOKYIO pacnpocTpaH€HHOCTb MyTaruu ¢.2052+3G>T
cpeny POCCUMCKUX MAlMEHTOB C MEPBUYHON LUIMAAp-
HOI TUCKUHe3uel u3 Yamyprckoii Pecyonuku, e€ cie-
JyeT YUUTHIBATh MPU pa3paboTKe reHETUYECKUX TECTOB
JUTST KOHKPETHBIX TPYIIN HaceneHus [22].

Oo6cyxaeHne

buob6aHku obecrneunBaloT IJIaBHEilllee yCIoBuUe
peanu3aluuyu HaydHO-KCCIeN0BaTeIbCKUX paboT — A0J-
TOCPOYHOE XpaHEeHHWe 00pa3loB OMoMarepuaia, 4To
B OoJIbIlIell cTeneHu KacaeTcss 6Mo00pas3loB Al TeHe-
TUYECKUX UCCIIENOBAaHUI 1 0CO0O0 IIEHHO B CJTyyae CTOJIb
MPOOJIEMAaTUIHOTO CO3IaHUsT KOJUIEKIINT Onomarepua-
JIa, TIOJIyYEHHOTO OT MAallMeHTOB IETCKOTO BO3pacTa.

Mpbl B cBo€il MpakTUKe, MPU OOCYXKIEHUU C POIU-
TEJISIMU U PeOEHKOM (eCJIM 3TO YMECTHO 10 BO3pPacTy
U Pa3BUTHUIO pebeHKa) BOMPOCOB O HEOOXOAUMOCTHU
B3SITUSI OMoMarepuana y pebeHKa C IMOCIenyIIIuM
O0M0O0aHKMpPOBAHUEM, CTapaeMcs OpaTh MUCbMEH-
Hoe MHGOPMUPOBAHHOE corjlacue y Oo0OUX pOIM-
Tenei (B cliydae UX AOCTYMHOCTHU), YBEAOMJISISI TIpU
3TOM O OECCPOUYHOCTU XpaHEHUsS O0MooOpa3loB B Ha-
meM 0Mo0aHKe M O BO3MOXHOCTHU OT3bIBA COTJIACUS
MpU JUYHOM OOpallleHUW B OMOOaHK KaK POMUTEISIMU
B JII000O€ BpeMsl, TaK U CAMUM MAIlMEHTOM TI0 JTOCTHKE-
HUU UM coBeplileHHoJeTus. [lojlydeHre MMOBTOPHOTO
MH(GOPMUPOBAHHOTO COIJIACUS TAIIMEHTa IO JTOCTH-
KEHUM UM COBEPILIEHHOJIETHUSI, OE3YCIOBHO, MPEICTaB-
JISIeTCsl HEOOXOMMMBIM, HO, B TO K€ BpeMsl, SIBJISIETCS
CJIOXHO OCYIIIECTBUMOM 3amaueil B CUITY Tepee3noB ce-
Meii, HeaKTyaJJbHOCTH KOHTaKTHOI MH(pOpMaIuy 1 Tp.
OnHako MBI CYMTAaeM TPaBUJIBHON M OINpaBIaHHOMN
MPaKTUKY TTOBTOPHOTO TOTYYeHUST MH(POPMUPOBAH-

33

HOTO COTJIacusl y TAIlMeHTOB MO JOCTMKEHUM UMU CO-
BEpIIEHHOJIETHSI, OCOOCHHO B CJyyae MCIIOJb30BaHUS
UxX OmomMarepuanga B T€HETMYECKUX WMCCIEIOBaHUSIX,
HECMOTpSI Ha OTCYTCTBME TaKOBOW MPAKTUKU B HaIllel
crpane. CoriacHO HallleMy OITbITY, POAMTENN/3aKOH-
HbIE TPENCTAaBUTEIM OXOTHEe corjallaloTcs Ha Ouo-
OaHKMpPOBaHUE B CIIydyasiX, KOTIa OCBETOMIIEHBI O BEpO-
SITHOU TeHEeTUYeCKOU mpupoae 3aboseBaHusl pedbeHKa
U UMEIOT BO3MOXHOCTD TIOJIyYUTh TEHETUIECKYIO Tra-
THOCTUKY, PE3YyJbTaTbl KOTOPOW OyAyT 00e31uyYeHbl
B BO3MOXHBIX HAayYHBIX IMyOJMKalusIx. Mbl paziens-
€M TIO3UIIMI0 HAIIMOHAJbHOTO KOMUTETa M0 OMO3TH-
ke Mrtanuu (NBC — National Bioethics Committees),
MPU3BIBAIONIETO 3aMPETUTh TPETHUM JIUIIAM ITOCTYII
K JaHHBIM TeauaTpudyeckux 0uobaHkKoB [3], u mojara-
€M, UTO ypOBEHb 0Bepust OMoOaHKaM MpHU JieueOHbIX
U HayYHO-UCCIIET0BATENbCKUX YUPEXKIESHUSIX C Jeueo-
HoIt 0a30i1 y poauTeseil OyneT BbIlle, HEXEIU K KOM-
MEpYECKUM U HayYHBbIM OMOOaHKaM.

[TpuBeneHHbIE HAMU TIPUMEPHI PACKPBIBAIOT HE
TOJILKO Hay4yHOe TpeaHa3HauyeHue 0MoOaHKHUpOBaHUSI
OGuomaTepuaa, MoJy4eHHOTO OT KOHTUHTEHTA JIETCKO-
TO BO3pacTa, HO U KIIMHUYECKYIO, 3TUIECKYIO, MOPaJTb-
HYIO CTOPOHBI, UMEIOIINE TJIABEHCTBYIOIIYIO POJIb JIJIsI
JIOHOPOB O6M000pa3oB. Kaxablii MalueHT U Kaxaast
ceMbsl, BKJIIOUEHHbIE B HACTOSIIIYIO paboTy, OecrIaTHO
TTOJTYYUJIA JOPOTOCTOSIIIYIO TEHETUYECKYIO TMarHOCTH -
KY XM3HEYTpOXaIIero 3a00eBaHNs, BBICOKOKBAJIM-
(uMpoBaHHYI0O MENMIMHCKYIO TIOMOIIb, JUHAMM-
yeckoe HaOJoJieHrue BCeX TEHOTHII-TIOJIOXUTEIbHBIX
YJIEHOB UX CeMell B YCJIIOBUSIX MEIUIIMHCKOTO IIEHTpa
denepaabHOrO YpOBHSL.

B nepBom npumepe uccienoBaHue duoMarepuaia
YJIEHOB CeMbU, XpaHUBIIErocsl B OM00aHKe, TTO3BOJINIO
YCTaHOBUTH MPUYMHY pelKoro 3aboneBanus. [ist onu-
CaHHOI ceMbHU 3TO AaeT MOHMMaHWE HEOOXOMMMOCTHU
CEMEeITHOTO TEHEeTUYECKOTO CKPUHMHTA B JabHEH e
MepCIeKTBEe, BO3MOXHOCTh MPUHUMATh 000CHOBaH-
HbIE PeIlIeHUs B TIAHUPOBAHWM XU3HU U JETOPOXKIE-
HUU. BMecTe ¢ TeM, BO3MOXHOCTb ITOJTy4eHH sl Oecriiar-
HOU TIpeHaTaIbHON AMAaTHOCTUKU B LIEHTPE C BHICOKUM
YPOBHEM ITOBEpUS IIJISI TaHHOW CEMbU MMeNla KOJIOC-
caJIbHOE 3TUKO-MOpPaJIbHOE 3HAUEHNE B BUJIE CHUKEHUST
YPOBHSI CTpaxa M TPEBOXHOCTU HE TOJBKO OepeMeH-
HOM XEHIIWHBI, HO W BCeil ceMbu. BhIlllen3ioxeHHbIe
aCITeKThI YJIy4IIaloT Ka4eCTBO XU3HU CeMeil ¢ penKuM
3aboneBaHueM. C HaydyHOI MO3UIUU, STOT MIPUMED SIB-
JISIeTCST YaCThi0 HAKOTUIEHUST OOIIEMHUPOBBIX TAHHBIX 10
KOHKPETHOMY CHUHIpOMY. Tak, B TeHeTUYecKyio 0asy
naHHBIX Barth Syndrome Foundation®, npenocrasisio-
1yto nHGOpMalnio o cMHIpoMe bapra KIMHUIMCTaM
U WCCJIEIOBATENSIM TI0 BCEMY MUPY, BHECEH OTTMCaHHBIN
HAMU BapuaHT B reHe TAZ*.

® Home: Barth Syndrome Foundation https://www.barthsyndrome.org/.

* Human TAFAZZIN Variants Database https://www.barthsyndrome.
org/research/tafazzindatabase.html.
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Bropoii npumep, Gaaromapsi ceMeifHOMY cliydaro
3a00JieBaHUsI, TTO3BOJIMJI BIIEPBBIE OTMCATh HOBBIMA
KJIMHUYeckuit peHotun st reHa DSP. Ha ceromHsi-
HUIT MOMEHT JTaHHBII T€H aCCOIMMPOBAH C LIEJTbIM PSi-
JIOM HaCJIeICTBEHHBIX 3a00JIeBaHUIT MUOKap/ia, OMHUM
13 KOTOPBIX SIBJISIETCSI IMPOTpeccupyloliee HapylieHue
MPOBOIAUMOCTH C PUCKOM TOCTIEAYIOIIET0 HeOmaronpu-
SITHOTO PEeMOJEIMPOBaHUS MUoOKapaa. JlaHHbBINH Tpu-
Mep JIEMOHCTPUPYET, UTO CEMENHBIE CITydyar ¢ BO3MOX-
HOCTBIO TIPOBECHNSI CETPETallMOHHOTO UCCIIENOBaHMS,
TO3BOJISIIOT MPENNOJIOKUTh CBSI3b T€HA C OTpeaeseH-
HBIM, BO3MOXHO, HOBBIM M paHee He OTMCaHHBIM (e-
HOTHUIIOM, TEM CaMbIM, PACIIMPSIST CBEIEHUS O TEHETH -
YECKUX 3a00JIEBAaHUSIX.

Tpetuit mpuMep nan BO3MOXHOCTb 3arog03pUTh
cBa3b reHa JPH2 He Tonbko ¢ pazsutuem ['KMII, Ho
u AKMII, u 3TUM pacliupuTh NpeAcTaBIeHUE O Te-
HeTryeckoM paszHooOpasuu JKMII. OH Takxke mpo-
JNeMOHCTPUPOBaT OOOCHOBAHHOCTh HCIIOJIb30BaHUS
IIUPOKUX TAPTETHBIX MaHeNIel TIPY TeHeTUIeCKO aua-
rHoctuke JIKMII, mockonbky reH JPH2 OTCYyTCTBY-
€T B TepeyHe PeKOMEHIOBAHHBIX K 00s3aTeIbHOMY
CKPUHUPOBAHUIO TIPU T€HETUYECKOM TECTUPOBAHUU
naueHtoB ¢ AKMIT (LMNA, TTN, MYH7, RBM20,
FLNC, SCN5A, BAG3, DSP, VCL, TNNT2, TNNCI,
TPMI1, ACTCI, PLN, NEXN), corlacCHO KJIMHUYECKUM
pekoMeHAalusIM Mo AuarHoctuke u jedeHuio JKMIIT
[23]. TTomMmumo 3TOro, (peHOTUN-OTpUliaTeIbHasI, HO
TeHOTHUI-TOJIOXUTeIbHAasA MaTh TpobaHa ObLia BKITIO-
YeHa B CKPMHUHTOBYIO TIpOrpamMMmy, Oyiaromapst 4emy,
B Bo3pacTe 45 JieT B Xoe IUIAHOBOTO OCMOTpa y Hee
ObLTM 0OHAPYKEHBI paHHKWE U3MEHEeHUsT MUoKap/a Mpu
OTCYTCTBUU KIIMHUYECKMX MPOSIBICHUI U 3KaJio0.

YeTBepThlii TIpUMEP TEMOHCTPUPYET HE TOJIBKO
peanbHOCTh co3aanust bPK 6uomarepuana, mojayyeH-
HOM OT PeIKOM KOTrOpTHI MALMEHTOB JETCKOrO BO3pac-
Ta, Ojarogapsi HaJIuyuoO OMOOaHKa B HaydyHO-UCCIIe-
JIOBaTEJIbCKOM yupexaeHuu ¢enepaabHOTO YpOBHS,
HO M 3HAYMMOCTh PE3YJbTaTOB FeHETUIECKOTO HCCIe-
JIOBaHUS JaHHOTO OMoMarepuasia IJis TPaKTUIeCKOi
MEIWIIMHBI 1 HAYyYHOTO COOOIIECTBA, KOTOPbIE HAILIA
OoTpaxkeHue B MyOJUKAIIMU B BHICOKOPEUTUHTOBOM Tie-
IUaTpuyeckoM HaydyHoM XypHaie Pediatric Research
[19]. daHHOeE MccenoBaHUe TakxKe WILTIOCTPUPYET, Kak
MHOTOJIETHUI OIBIT HAOJIIOACHWSI TIAallUEHTOB OTIpe/e-
JICHHOU HO30JIOTUYECKON TpymIibl, OMOOAHKUPOBAHUE
O6uomaTepuasia MpoOaHI0B U X POJICTBEHHUKOB TEp-
BOIl JIMHUW POJACTBA U TOCJEIyollasi reHeTuIecKast
JMMaTHOCTHKA NAl0T BO3MOXHOCTb HE TOJILKO OIlpese-
JIUTh OCOOEHHOCTU KJIIMHUYECKOTO TeueHus 3aboseBa-
HUSI, CIIEKTP IPUIMHHBIX TEHOB, HO U OLIEHUTH 3 hek-
TUBHOCTbh U PAallMOHAJIBHOCTb TTPUMEHEHUST TapTeTHBIX
naHeseil TeHOB pa3HOro oxBara.

[Mocnennuit mpuMep oToOpaXxaeT BHIXOI B KJITMHM-
YEeCKYI0 MPAKTUKY TOATBEPKIEHHON HAyYHOI TUIIOTE-
3bl. B pesynbrate KOropTHOTO MCCIIeNOBaHMS ObLiIa BbI-
sIBJIeHa HOBAsl MyTallsl OCHOBATEJIsl, XapaKTepHast s
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YIMYPTCKOU TOMyJSLUMU. DTU JAaHHbIe, O€3YCIOBHO,
CTOUT YYUTHIBATh MPU pa3paboTKe MOIMYJSLIMOHHBIX
TeHEeTUYECKUX TecT-cucteM. Kak usBecTHo, mpu nocra-
TOYHOI BBIOOpPKE MO MyTaluu ¢ 3(ppekToM ocHOBaTe-
JISI MOXHO TPEICKa3aTh MPOUCXOXIECHUE MyTallluu, ee
MPUMEPHBINA BO3pacT, reorpacduio pacrnpocTpaHeHUs,
a TakxKe Murpaiuio nonynsuuii [24]. JlaHHoe moHuMa-
HUE MOXET OBbITh BaXXHO U IS BHEAPEHUS S3KOHOMMU-
yecKu 9(PpPeKTUBHOro CKpUHUHTA C YYETOM IMPOUC-
xoxneHus [24]. Takum o0pa3oM, 3TOT MPUMEP MOXET
CTaTh HayajoOM OOJIBIIOTO KOTOPTHOTO UCCAEIOBAHUS
10 OMNpEAeEHUIO0 MPOUCXOXKAECHHUS, BO3pacTa U reorpa-
UM onucaHHON HAMU MyTallUU.

Cpenu mepcrneKTUBHBIX HallpaBieHUit OMoOaH-
KUPOBaHUSI OMoMatepuaa, MOJIyYeHHOrO OT JE€TCKOTO
KOHTUHTE€HTA, MPUOPUTETHBIM MPEICTABIISIETCS CO3/a-
Hue BPK 310poBbIX TOHOPOB IE€TCKOTrO BO3pacTa Co-
[JIJACHO BBIAEISIEMBIM B MEAUATPUU MEepUOIaM JIEeTCTBA.
B ominuyue oT Hay4yHO-UCCIEAOBATEAbCKUX pPabdoT,
MPOBOAMMBIX Ha KOTOPTax MalMeHTOB NETCKOTO BO3-
pacTta, nojiyueHue 6GuomMarepuaia 300POBbIX TOHOPOB
TPYMIIBl KOHTPOJIS U CPaBHEHMS MPU MPOBEACHUU Ha-
YUHBIX HMCClefoBaHUii ¢ ucnoyibzoBaHuemM bPK, momy-
YEHHBIX OT B3POCJOr0 KOHTUHIEHTA, HE MPEeNCcTaBsi-
et tpynHocteil. Tak, B HMULl um. B.A. Anma3osa
MHOTO JIeT (PYHKIIMOHUPYET CTAHLIMS MNeperuBaHus
KpPOBM ¢ TOHOPCKOI 0a3oit >20 ThIC. Yell., UTO SIBJISI-
€TCSI HEOCIOPUMBIM TMPEUMYIIECTBOM U IO3BOJSET
KUCCEA0OBATENSIM OINEPATUBHO MOJYYUTh UHOOPMU-
pOBaHHBIE cOIIacus U coOOpaTh KOJJIEKIIMIO OromMaTte-
puana B3pOCJbIX 3M0POBBIX TOHOPOB OMPENEIEHHOTO
BO3pacTa ¢ KOHKPETHBIMU KPUTEPUSMU BKIIIOUEHUS.
OnHako B HalleM OMoOaHKe HET OMOJOrMYecKux 00-
pAas3loB, MOJYYEHHBIX OT KIIMHUYECKU 3J0POBBIX TOHO-
POB JAETCKOro Bo3pacta. Mbl cuMTaeM CO3AaHUe TaKOi
KOJIJIEKIIMU OMoMaTtepuraa XOTh U CJI0XXKHO OCYIIeCTBU-
MO, KaK I0pUANYECKHU, TAK U TEXHUYECKU, HO KpaliHe
BaXKHOU 3amaveil IJisg MpOBENEeHUS TPAHCISLIMOHHBIX
uccienoBanuii B nenuatpuu. [lo mpumepy psina 3apy-
OeXHBIX O0MO0OAHKOB, CO3JaBIIUX MPOdeccuoHaIbHbIE
BUJIEOPOJIUKU 711 OOBSICHEHUS] OCHOB OMOOaHKUPOBa-
Hus [7], BEposSITHO, 3Ty 3aJa4y BO3MOXHO pealu30BaTh
obommmu yewnussmMu wieHoB HACBUO nyrem co3na-
HUS ONIPENeJIeHHOTo HANISIMHOTO MocoOus (Harpumep,
MYJBTPUIBMA), JOCTYITHO NE€MOHCTPUPYIOLIETO AETIM
U UX POOUTENISIM BaXHOCTb JOHOPCTBAa OMOMAaTEepHU-
ajla 6uodankam. K nmpumepy, B BocToHCKOIi neTcKOit
OosibHUIIE TaKOe MHGMOPMALIMOHHOE BUIEO BKIIIOUEHO
B OHJIaiiH-comIacue B KauecTBe BBEAEHUS B OMOOAHKU-
poBaHue [7].

3akioyeHue

Cosnanue bPK, mogy4eHHBIX OT J€TCKOTO KOHTUH-
TeHTa, 0COOEHHO YCJIOBHO 3I0POBBIX TOHOPOB, SIBJISIETCS
CJIOXKHOM, HO KpaliHe Ba)KHOM, KIIMHUYECKU HEOOXOau-
MOH M MEPCNEKTUBHOM HAy4YHOW 3afayei sl mpoBe-
IEHUSI TPAHCJSIUMOHHBIX HAYYHO-UCCJIEN0BATEIbCKUX
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paboT KaK B MPaKTUUYECKON TeAUaTpuu — IJIsl YCOBep-
IIEHCTBOBAHUSI METONOB ITMAarHOCTUKU, MOHUMaHMS
rmaroreHe3a, 0COOCHHOCTE TedeHUsT 3a00JIeBaHUIA JIeT-
CKOT'0 BO3pacTa, BIMsHUSI (haKTOPOB OKpYXKaroIeil cpe-
JIbl Ha UX GOPMUPOBAHUE, TOMCKA HOBBIX TCHETUYECKUX
MPUYMH Pa3BUTHS HACIEACTBEHHOM MATOJOTUU U OMK-
caHUsI HOBBIX (D€HOTUIIOB, ACCOLIMMPOBAHHBIX C U3BECT-
HBIMU F'€HaMU, BBISIBJICHUSI PEAVMKTOPOB TSKECTH Tede-
HUS U TIPOTHO3a, TaK U B OJITOCPOYHOI TIEPCTIEKTUBE —
JUTSI TIOHUMaHWSI MEXaHU3MOB Pa3BUTHS 3a00JieBaHU
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