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A.M.H., akageMnk PAH, Hay4HbI pykoBOaMTENb
dBI'Y «<HMWL peTtckoi remaTonorum,
OHKOMOTMN Y UMMYHOJIOr MM UMeHV OMuUTpust
Poravesa» MuHagpasa Poccum, Mocksa

YBaxkaeMble KoJuieru!

ITo panabIiM MuH3gpasa Poccuu, exe-
TOAHO MEeIUITMHCKYIO IIOMOIIb B CTALI-
OHapax IOJIyYaloT 6ojee 6 MILITNOHOB
JeTelt, mpudeM 6osee 400 THICSY HAXO-
JATCA Ha AJIUTeIbHOM JIedeHNH (CBBIIIe
21 fHA), He MesA BO3MOKHOCTHY YIUTBCA.
A Benb 00y4eHMe U MeTUKO-TICUXOJIOTO-
IeJlarormyecKoe B3aMOJIeiCTBIe, KaK
CHCTeMa LieJIeHaIIPABJIeHHOIO UHIUBU-
JyJIbHOTO U ITOCJIE0BATEIbHOIO BJIU-
SHUS Ha peGeHKa, OIpeJeisieT X0, ero
TICUXIYeCKOT0 ¥ IMYHOCTHOTO PasBUTHH,
COLIMAIbHBIE MTePCIIeKTHUBbI U Oy/y1iee.

D deKTUBHOCTh 00beAHEHN MeIU-
IUHCKUX U eJaroru4ecKux TexHOo-
JIOTUU IIPU BOCCTAaHOBJIEHUU 3[I0PO-
BbsA ObLIA HAYYHO 0O0CHOBAaHA y HAaC
u 3a pybexxom. B mociennue 10 et
B Poccuu peaynsyroTcs OpUruHaIbHbIE
IIPOrpaMMBbI OOyYeHUs U IICUXOJIOTO-
nefaroru4ecKoro CONPOBOXKIEHUA
JleTell Ha [UINTETbHOM JIeYeHUH (CHC-
TeMa TOCIIUTAIBHBIX IIIKOJI IIPOEKTHOI'O
oduca «Yuum-3HaeM» IKOAbI N2 109
MockBsl). MUHIIpOCBemeHuA 1 MUH-
3apaB Poccuyt Ucxons U3 ombITa paboThI
TOCIIATAIBHBIX IIKOJ B (peflepaTbHbIX
JeTCKUX Hay4YHbIX LIeHTPax U MHOTO-
nmpodwIbHBIX GobHUIIAX B 2019 romy
YTBePIWIU IIePBbIi JOKYMEHT, 3aKOHO-
JlaTeJIbHO Pa3bACHAOIUN IPUHIIUIT
OpraHU3aIy 06Pa30BaHUSA 110 OCHOB-
HBIM U JOIIOJTHUTEIBHBIM IIPOrPaMMam,
YTO MO3BOJIWIO PACIIPOCTPAHUTD TEXHO-
JIOTUY OOYJeHU JleTel B CTAIlIOHAPaX
62 pernoHOB Poccun.

st 3TOTO TTOTPE6OBAIOCH CO3TaHIe
CHCTEMBI IIOATOTOBKU II€IaTOTOB U IICH-
XOJIOTOB, a TAKIKE POJUTENIEN GOTbHBIX
JleTell B KaueCcTBe UX pereTuTopoB. Ho-
BBIU yUeOHBIN ol MEIUKH, IeIaroTH,
TICUIXOJIOTH ¥ COITPA0OTHUKU BCTPEYAIOT
C HOBBIM JJOKyMEHTOM II0 BOIIPOCAM
PabOThI TOCITUTATBHBIX IITKOJI, YTBEPXK-
JeHHbIM MuHnpocBemeHnnueM u MuH-
34PABOM, YTOOBI KOK/Ast MHOTOITPO(IUTE-
Has IeTCKasA GObHUIA MOIVIA OPTaHU30-
BaTh YCJIOBYS [IsT HEIIPEPBIBHOTO 00Y-
YeHUA U Pa3BUTHA JIeTel B KadeCcTBe UX
CHeUaIN3UPOBAHHOM ITelarOTIeCcKor
peabuInuTanyu.

OP®AHHbBIE SABOJIEBAHNA

Lincbposoun cheHoTUnN:

COBpEMeEHHasn MHpopMaLNOHHO-aHanNUTn4ecKkas nniargopma
ONA BbIIBIIEHNA HOBbIX FEHO-QEHOTUMNYECKUX CBA3EN

VHuKanbHas nHpopMaLnoHHO-aHanuTn4eckas nnargopma «Ljugpposovi peHoTun» (LdD)
pa3paboTtaHa Ha OCHOBE CO4YEeTaHHOIro rNPUMEHEHUS SKCIepTHOro rify60oKoro QeHoTunm-
poBaHus psiga pegkux HacreqCTBEHHbIX MHBanuan3npyroLmx 3abosieBaHnii, MaHuge-
CTUPYIOLUMX B JETCKOM BO3pacTe, U COBPEMEHHbIX MHEOPMAaLNOHHbIX TEXHOSIOMN /15
MOCTPOEHWST BEG-TPUITOXKEHN.

Mapus

70 AnekcaHgpoBHa
"%\ LIKOMbHUKOBA
[.M.H., npocbeccop, raBHbIN BHELUTATHbIN

cneumanuct — AeTckuin kapauonor MuHagpasa
Poccuun, Mocksa
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BOVMHOBA

[.M.H., 3amMecTuTesNb AMPEKTopa Mo TPaHCMSLIMOHHOWM
MeauLvHe, FaBHbIA Hay4HbI COTPYAHWK oTAena
KnuHnyeckon reHetrkn HUKW neguatpum nmexn
akagemuka 10 .E. Benbtuesa ®rAQY BO «PHUMY
mmenn H.W. Muporosa» Munappasa PO

JI
el
i AnekcaHgp
. Hukonaeswny
-l \ 7, MY TUHLIEB
K.T.H., 3aB. OTAENIOM MH(OPMALIMOHHbIX
TexHonorui u monutopuHra HUKW neguatpum
1 OETCKON XMPYPrv MMEHN akapgemmnka
10.E. Benstuwesa ®rAQY BO «Poccwiickuin
HauUMOHanbHbIA UCCNeaoBaTeNbCKUIA MeQULIMHCKNIA
yHuBepcuteT umeHn H.W. MNMuporosa» MuH3gpasa
Poccumn, Mockea

[y6oKoe (peHOTUITPOBAHYE TIOAPA3yMeBaeT
(HOpMaTM30BaHHOE ¥ MAKCUMAJIBHO IIOJTHOE
ONMCaHNe COBOKYIITHOCTY KIMHUYECKOIO
MIPOSABJIEHUA KAXKIOT0 HACIEACTBEHHOTO
3a00IeBaHUA. DTO UMeeT BaXKHOe 3HadeHue
JUI aHAJIN3A U BBIABJIEHUSA YCTOMYUBBIX
reHo-QpeHOTUIINIECKUX CBA3EH C IeJIbI0
MOBBIIIEHUA HAEXKHOCTU JUATHOCTUKU
¥ IPOTHO3UPOBAHUS XapaKTePa TEYEHU
Hac/IeICTBeHHbIX 3a00/IeBaHUIA.

ILrardopma 1P nossosAeT:

1) ocyImecTBIATH BBOZ, (pOPMaTU30BaHHBIX
KJIMHAYECKUX XapaKTePUCTHUK C OIeH-
KO CTelleH! BbIPaKeHHOCTU (PeHOTHU-
TIMYeCKUX IIPU3HAKOB;

2) BBOAUTHL Pe3yJNbTaThl TeHeTUYeCKUX
VICCJIeIOBAHUI;

3) opMUpPOBATh IMOUCKOBBIE 3aIIPOCHI
UL sKcropra B Excel BBIGOPOYHBIX UG-
POBBIX HAHHBIX A MOCJIEAYIOIero
aHaIM3a.

NMPOBNIEMA PEAKUX BOJIE3HEN
[TaneHThI C peAKUMU 3a60I€BAHUAMH (A UX
HACYUTHIBAETCS GOJTee 8 ThICTY) — 3TO CIIOXK-
Has npo6seMa JijiAg 06IecTBa U CUCTEMBI
3ApaBooxpaHeHus. XOTs 6OIE3HU U PeIKue,
B LIeJIOM MMM CTPAJAIOT OKOJIO 7 % HaceJte-
HuA 3ewmtu. Ilo ganHbIM Becepoccuiickoro
obmecTBa opdhaHHBIX 3a60eBaHuii, B Poc-
CHU HACYUTHIBAETCA 0ojiee 2 MUJLIMOHOB
TaKuX OOIBHBIX. Hamuiio mapaiokc: 6oesHu
PeKH, a aleHThl — MHOTOYUCJIeHHbI!

JMuddepeHIMaTBEHAA JUATHOCTUKA PEIKUX
HaCJIeICTBEHHBIX 3a00IeBaHU, MaHUe-
CTUPYIONYX B IETCTBE, BO MHOTMX CJIYYasIX
KpaiiHe CJIO}KHA U3-32 MHOTOOOPa3ust HO30-
JIOTIYeCKUX (OPM IIPU BO3MOKHOM U TaKe
YaCTOM COBIAZieHU! PAAA (PeHOTUTUIECKUX
MPU3HAKOB, 4 TAK)Ke HU3KOH PacIpocTpa-
HEHHOCTY U BBICOKOU BEPOATHOCTH COYe-
TAaHHOMU ITaTOJIOTUU IIPU HEJOCTATOYHOM
KJIMHUYeCKOM OIbITe Bpadeii. HecBoeBpe-
MeHHbIe TUATHOCTUKA U JieueHue JeTel
¢ opdaHHBIMU 32601 BAHUSAMYU IPUBOJSAT
K PasBUTHIO MHOXKECTBA OCJIOXKHEHUH, PaH-
Hell MTHBTUAN3ALINY, a 339aCTYI0 U K IIPeX-
JleBpeMeHHOI cMepTH. K coXkaieHuIo, OKOJIO
TpeTHu JieTell ¢ peAKUMU 3a60JIeBAHUAMU
He JIO’KUBAIOT 10 5-IETHEro BO3pacTa.

IIpUYUHBI HACTEACTBEHHBIX 3a00IeBAHUH
KPOIOTCS B TeHeTHYeCKUX HapyIIeHNAX, LI
BBIABJIEHVA KOTOPBIX 3G (HEeKTUBHO UCIIONE-
3yIOTCSI COBPEMEHHEIE MEeTObI MOJIEKYJIAP-
HOU GHOJIOTHH, TAKVe KAaK BBICOKOIIPOU3-
BOJUTEJIbHOE CeKBeHUPOBaHUe U OUO-

nHpopMaTudeckuil anamus. Co3nanue 6a3
JAHHBIX HECKOJIBKUX COTeH U ThICAY ITaIly-
@HTOB JIeTCKOT'O BO3PacCTa, COAePKaITUX
Pe3yJIbTaThl TeHEeTHYeCKUX FCCIeJOBAHUMH,
II03BOJIIET Ha COBEPIIEHHO HOBOM IS
MeIUIIMHCKUX UCCIeJ0BAaHUM YPOBHE BbIAB-
JIATh B3aUMOCBA3M reHeTUIeCKUX M3MeHe-
HUH ¢ QeHOTUIIMYECKUMH IIPOABIeHUAMUI
HaCIe/ICTBEeHHbBIX 3a00Ie BAaHUI.

YcraHoBIeHUe reHO-QeHOTUIIMYEeCKUX B3a-
VIMOCBsI3eH TaeT BO3MOKHOCTD Gostee addek-
TUBHO pemiaTh BOIIPOCHI TeHeTUYeCKOIo
CKPUHUHTA U IIPeIOCTaBJIAET CylleCTBeHHbIe
KJIWHUYeCKHe IIPerMyIecTBa, II03BOJIAA
BBIABJIATH TeHeTU4YeCKye BapUaHThI, aCCo-
IIUUPYIOMIMECS C TSKEIbIM TedeHrueM 60-
se3Hu. OGHapykeHMe HOBbIX reHo-(peHoTH-
NMYeCKUX CBA3eU CIy)KAT OCHOBOU JJIA IIPO-
THO3WPOBAHMUSA YXyALIEHNA COCTOAHNA ITaIu-
€HTa U Ha3HaueHUs IIepCOHUGUITIPOBAaHHOMN
TepaIuy, B TOM YUCJIe GOJIBHBIM C BBIABJIEH-
HBIMU Kay3aTUBHBIMU MyTallIAMU, Y KOTO-
PBIX TshKeJIble TOCIeACTBHA ellle He HaCTy-
mwin. BaxxHo nociesoBaTenbHO GOpMU-
PpOBaTh MaCCUBBI JAHHBIX, OIIMPAACh Ha (op-
MaJIM30BaHHBIE SKCIIePTHBIE OIMUCAH KIIH-
HUYEeCKUX MPOSIBJIEHUH OphaHHbBIX 3a6071e-
BaHUM, AJId IOUIeAyIOero aHauun3a Bpe-
MEeHHBIX PAJOB U BbIABJIEHUA IreHO-(heHOTU-
IUYeCKUX KOppeALyn.

PEANTU3ALINA NMPOEKTA

B HKW nequaTpum 1 JeTCKOM XUPYPIUn
uMeHu akagemuka l0.E. BeaxbrTuniena
110 MHULIMATHBe ero HayYHOI'0 PYKOBOJU-
Tesa nmpodeccopa M.A. IIKOTEHUKOBOM
u akagemuka K.I. Ckpsa6una B 2018 rony
OBUTY Ha4aThI PabOTHI 110 CO3AAHVIO MHOOP-
MaIlMOHHO-aHAJIUTUYeCKOH! IIaT(POPMbI
«IudpoBoit peHOTUID. BHUTH pa3paboTaHbI
VHUKAJIbHbIE SKCIIePTHbIe IIKAJIbI I [IIy-
60KOro eHOTUITMPOBAHUA LIEJIOTO PSAAA
HaC/TeZICTBEHHBIX 3a00IeBaHuil, MaHupe-
CTUPYIOIIVX B IETCKOM BO3pacTe, BKJIIOYasa
SMMWIenTUYecKue SHIledayonaTy, epBuy-
Hble I[WINapHble AVCKIHEe3U!, IepBUYHbIe

IIpodanncerue Ha cmp. 2
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OP®AHHbBIE SABOJIEBAHIA
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COBpEeMeHHas MHPOPMaLIMOHHO-aHannTu4Yeckas nniargopma
AN BbIABAEHUS HOBbIX FEHO-(PEHOTUNUYECKUX CBA3EN

ITpodomncerue, Hauano Ha cmp. 1

Bpauun KnmHnyeckunx
oTAeneHun

Bsopg gaHHbIX

HeTn c HacneacTBEHHbIMU
3a6oneBaHUAMN

. Bpaun — yuyacTHUKM npoekTa

«Lndposoi heHoTMN»

BbiGop HaHHble
nauueHToB > MONEeKyapHO-
ABTOMaTU3NPOBaHHASA ANs UccrneaoBaHms reHeTn4ecknx
ncTopus 601e3HN uccnenosaHnn
Mny6okoe BuonHdopwma-
TUYECKUI
theHoTMNMpPOBaHWE aHanm3

BobisBneHve reHo-
EHOTUMNYECKMX
Koppenauuin

!

Basza paHHbIX
«Lndpposon peHoTUN»

I'IporHoampOBaHme TSAXKECTU TedeHUs 60Me3HN Ha OCHOBE reHoTuna

PucyHok 1. CtpykTypHas cxema VAT LUd

3JIeKTpUYecKye 3a00IeBaHUs CepALIa, CUH-
JApoMbl Mapdana, AHrenbMasa, Perra.

IIpuHOUI ITy60KOro GeHOTUIMPOBAHUA,
BKJIIOYAIOIIUH (B 3aBUCUMOCTHU OT BUZA
TIaTOJIOTUY) ONMCaHUe CoOTeH GOopMaIn3o-
BAaHHBIX IPU3HAKOB OLleHKY HaIlUeHTa,
OBbUI YCIENTHO Pean30BaH OJIarofaps BbICO-
KOMY YPOBHIO 9KCIIepTU3EI. IIpy 3TOM omnu-
caHUe CTeleHU BhIPAXKeHHOCTU (PeHOTU-
MUYeCKUX IPU3HAKOB ITanieHTOB ¢op-
MUPOBAIOCH C UCIIOIb30BaHNEM HOMUHAb-
HBIX, IOPAJKOBBIX U KOJIUYECTBEHHBIX
IIKAJI, YTO ITO3BOJIMJIO O€HUTD IIPU3HA-
KU C yI€TOM CTeIIeHM UX BBIPAaKeHHOCTH
¥ 00BEKTUBU3UPOBATh NOCIEAYIONIII aHa-
JIU3 JIIOOBIMU JPYTUMU KOJTUTIECTBEHHBIMU
XapaKTepPUCTUKAMMU.

He cekpeT, 4YTO UMeHHO KauyeCTBeHHOe,
a He KOJTMYeCTBeHHOe OmMcaHue (peHOTUIa
CITY?KWIO TIPEIIATCTBUEM K TAKOMY aHATH3Y.
VIMeHHO JeTaTu3npoBaHHasA HOPMaIH3AIV
(deHOTHIIAa HA OCHOBAHUU KOJUIEKTUBHOTO
SKCIIePTHOTO MHEHUA B COYETAHUY C MaTe-
MaTUYeCKUM MHCTPYMEHTOM aHaJIM3a II03BO-
JIWIA CeIaTh GOMBIIION 1Iar BIiepe]] B U3yde-
HUY HACTE[CTBEHHBIX 3a00I€BAaHUI.

Jis rIy60Koro PeHOTUITUPOBAHYSA TAKKe
ObLTY YCITEIITHO UCIIOIb30BaHbI U(POBIE
JlaHHble MHOTMX (PYHKIMOHAJIbHBIX METO-
JIOB UICC/IeIOBAHMA, TAKMX KaK 2JIeKTPOKap-
Juorpadus U X0JITePOBCKOe MOHUTOPHU-
poBaHue, 35eKTpodHIedanorpadgus roaos-
HOT'0 MO3Ta. PaHee pe3ysibTaThbl 3TUX UCCIIe-
JOBaHU BBOJWINICh B DJIEKTPOHHYIO UCTO-
puio GoJIe3HU M IPUMEHSIUCH CIIelHa-
JINCTaMU JJIA OLleHKU JUHAMUKU COCTOA-
HUA IaIJUeHTa TOJIbKO B BHJle TEKCTOBBIX
3akmoyeHui. TakuM o6pa3oM, leHHas
nHpOPMAIUA 0 OOJIBIINX CYOIOIYIIAIUAX
ManyeHTOB He MOIIA ObITh UCIIONb30BaHA
JUIA Hay4yHOTo aHaim3a. VIcKitoueHue npej-
CTaBJISUIUA TOJIBKO JUCCepPTAIlOHHbIE HCCIe-
JIOBAaHUA, OXBaThIBaOINVe HeGOIbIINe
TPYIIIBI GOJIBHBIX.

3/1eChb IIPOXOJAT CTAllIOHAPHOE JIeYeHNe OT 9
JI0 14 ThICAY AeTel, CBeJleHUA 0 KOTOPBIX
(puUKCHUpPYyIOTCA B aBTOMAaTU3UPOBAHHOU
KCTOpUY OOJIe3HY, JOCTYIIHOM BpadyaMm, KOTO-
pble ygacTByIoT B mpoekTe 11®. CrpykTypHasa
cxeMa NHPOPMaINOHHO-aHATUTUIeCKON
mratdopmsl (MAII I1P) mpeacTaBiaeHa
Ha pUCyHKe 1.

WAII L1®, pa3paboTaHHass HA OCHOBEe COBpe-
MeHHBIX MTHPOPMALOHHBIX TEXHOIOTHIH [JIA
IIOCTPOEHYA BeO-TIPUIOKEeHNH, TT03BOJIAET
OCYILIECTBJIATE BBOJ, U IIPOBEPKY KOPPEKTHO-
CTU BBOJUMBIX JJAHHBIX, OLIeHKY CTeIleH!
BBIPOXEeHHOCTU (GeHOTUITNYeCKUX IIPU3Ha-
KOB, (GopMUpOBaHMe IIOMCKOBOTO 3aIIPOCa,
BBIBOJ] BLIOOPOYHBIX IAHHBIX Ha KPaH U 9KC-
oprt B Excel. B ocHOBe TEXHOIOTMY IPOEKTH-
poBanus:A nporpamMmsl LI® (cBUeTeIHLCTBO
PocriaTeHTa 0 perucTpariy IporpaMmbl IjL1
DBM N° 2021666837 ot 20.10.2021) J1€KUT
apxXUTeKTypa PeIALMOHHON MOZeIN JAaH-
HBIX C UCTI0/Ib30BaHKeM KpoccIuiaTgpopmeH-
HOTO pelreHus Ha 6ase creka Laravel —
Angular]S — mySQL. DxpaHHbIe (GOPMBI
CTPYKTYPUPOBAHBI 1A y0OCTBA BU3YTN3a-
LI, IpeyCMOTPEeHbI TAKKe AVTHAMITYecKye
(opMbI 11 BBOAA JAHHBIX 00 MIMEIOIencs
TIaTOJIOTHH Y OIYDKANIINX POACTBEHHUKOB
pebenKa (oTelr, MaTh, CUOCHI).

B mportecce HaGIIO[eHUSA 32 TAIIEHTOM
0a3a MOIMOJHAETCA BU3UTO3aBUCUMBIMU
JIAHHBIMY, BKJIIOYAsA BEIYUCIEHHbIE OTKJIO-
HEHUA OT HOPMBI IIapaMeTPOB (PU3IIeCcKoro
pasBuTHA pebeHKa C CIIOIL30BaHUEM IIeH-
TWIbHBIX TA0JIUII. DTO TO3BOJIAET AHATHA3U-
POBaTh JUHAMUKY COCTOSHUA IAIEHTOB,
pa3pabaThIBaTh U BepUGUIPOBATEH MaTe-

VICITO/Ib30BaHMM Opay3epoB Google Chrome,
Opera, Axgekc, Safari, Edge, Firefox.

ITpu pa6ote ¢ mwaThopMoii Bpay, yIaCTHUK
IIPOEKTA, BEIOKPAET MAlMeHTa LA ITOIOJHe-
HUA 6a3bl faHHBIX 1P 110 onpeseneHHOM
HO30/I0TUU. VIHTerpanusa ¢ aBTOMaTU3UPO-
BAHHOU IEKTPOHHOM UCTOpYel 60oIe3HN
TI03BOJIAET UCIIOIB30BaTh PaHee BBEJEHHYIO
CTPYKTYPUPOBAHHYIO MHGOPMAITHIO O GOITh-
HOM, BKJIIOYasA aHTPOIIOMETPHUIO, JaHHbIe
(UBMKATBHBIX 00C/IEOBAHMI, Pe3yIBTAThI
WHCTPYMEHTAIBHBIX 1 JIAO0PATOPHBIX HCCITe-
JIOBaHU, ChOpMUPOBAB (HOPMATN30BaHHOE
TIpe/icTaB/IeHNe CeMeHOIo aHaMHe3a (PHUC. 2).

3areM OCyIIeCTB/IAETCA BBOZ, (DeHOTUITIYe-
CKUX IIPU3HAKOB II0 paHee Pa3pabOTaHHOM
mkaste nyidpoBoro ¢GeHOoTUIA 11 KOHKpeT-
HOTO HaC/IefICTBEHHOTO 3a00/IeBaHuA. Pe3yiib-
TaTbl MOJIEKYJLAPHO-TEeHETUYECKIX UCCIIENO-
BaHUU NP UX HATUMYUY BBOJATCA Cpasy WIN
I10 Mepe X IIOJTy4eHu: nocte 6rnonHpopMa-
TUYECKOI'0 aHAIU3a (pUC. 3).

NMEPBbIE PE3VJIbTATbI

PasBuTHe GOJBITUHCTBA HACIE[CTBEHHBIX
¢dopm marosoruu 06yCIIOBIEHO TeHHBIMU
MyTanuAMu. HoHceHC-MyTalyy, MyTaliuu
CO CIBUTOM PaMKU CUYUTBIBAHUA, MyTallu
CalTOB CIUIAMCUHTA, JeIeITu HeCKOIbKUX
9K30HOB U ApyTHUe NepecTPOUKU BeLyT
K HapyIIeHUI0 CUHTe3a COOTBETCTRYIOIIe-
ro Genka u moTtepe ero GyHKIU — Loss
of Function (LoF). MucceHc-MyTanuu He Ha-
PYILIAOT IIPOLIeCC CUHTe3a GelKa, HO OKa3bl-
BalOT HeTaTUBHBIN a¢deKT Ha MOJIeKyJIap-
HbIe IIPOIIeCChI B KJIeTKAX, HePeJKO BbI3bIBaA
(eHOTHUIIITYECKYE TIPOABIIEHI OOIe3H.

AHamHe3 *Kano6bl

< O6ume cBegeHnA

[ata pe6iota 3a6oneBaHunn

Bo3pacT ge6ioTa oTAeNbHbIX NPN3HAKOB 60Ne3Hu:

rogbl

37 mecaueB

Pe3ynbTaTbl 06cnepoBaHuA SKI-kputepun

Bospac‘r YCTaHOBJIEHUA ANarHo3a

rogbl

P

O cepAeuHO-COCYANCTbIE v pedopmauua rpyaHoli KneTku 48 mecAues rogbl ‘4 ‘Mecnuu‘o ‘
HapyLweHus
V| BbICOKOPOC/IOCTb 36 mecaues roabl ‘ 1 ‘Mecill.lbl‘ 0 ‘ vl pepopmauus Nno3BOHOYHNKA 84 mecAua rogpl ‘ 7 ‘Mecnubl ‘ 0 ‘
[ ] HapyweHue noxogkmn ["]60nn B HOrax
[] yromnsemocTtb V| HapylieHue 3peHns 1 mecsay roabl ‘o ‘Mecnubl ‘1 ‘
AHaMHe3 cemeliHbli O HeT paHHbIX nogseTpxaeH
YneH cembn Matonorna
[IBOIOPOAHDIN 6paT no m/n v HOocuTeNnb v ® BbICOKOPOC/IOCTb Ypanutb
® nedopmauyia NO3BOHOUHMKA
TeTa no m/n v HocuTENb v ® BCC B cembe 0o 40 net

PucyHok 2. dopmanvsoBaHHoe NpencTaBreHne AaHHbIX aHaMHesa npu cuHapoMe MapdaHa

Xontep-Tect

TpEﬂMI/Iﬂ’TeCT (DyHKLlI/IOHaJ'IbHaﬂ ANarHoCTnKa

84 mecsaueB

o]

< MCKT MPT JlabopaTopHble nccnefoBaHus Tepanus Qaiinbl MoHoreHHbIn aHanu3 CNV-ananus
TeH FBN1 TpaHcKpunT: NM_000138.5 Popgutenbckoe oT maTepm v
NPONCXOMKA
leHOMHaA no3nuuA myTayum: 15:9.48505136A>G Annenu: reteposurora v
Tun nccnepoBaHmnA CeKBEHMpPOBaHue 3K30Ma v
Mo3uuma no kAHK: €.1849T>C Tun myTaunm Muccenc v
LoF FBN1 IK30H 16
Mosuuyuna no 6enky: p.Cys617Arg Knacc natoreHHOCTMN PAT v
Ha6op o6oraweHusa HeT nudpopmauun v
MopaTteepxpeHo no Cexrepy: He noATBepXAeHo v

PucyHok 3. ®opmanusosaHHoe NpeacTaBfieHne reHeTUHECKNX AaHHbIX

WHCTUTYT BenbTUIneBa ABIAETCA BeOyIIIM
JledeOHBIM yupexaeHreM (eepasbHOTo
YPOBHA, B KOTOPO€e HAIIPABJIAIOT JeTelr
U3 Pa3HBIX PerHOHOB Poccuu ¢ peiKuMu
3200/I€eBaHUAMU, CJIOKHBIMU C TOYKU 3pe-
HYA IIOCTAaHOBKU AMarHo3a. Kaxkplil rog

MaTU4ecKre MOJiesIN IPOTHO3UPOBAaHUSA
TKECTH TedeHs U3ydaeMbIX 3a00/IeBaHUI.
ILnatdopma LI pasmereHa Ha BeG-cepBepe
UHCTUTYTAa U QYHKIIUOHUPYeET B JIOKAIbHOMN
CceTU. YHUBEPCATbHOCTb BeG-uHTepderica
obecriedrBaeT KOPPEKTHYIO paboTy IIpu

Lenb reHO-()eHOTUIIMYECKOTO AHAIN3A 3a-
KJIIOYaJIach B BBIABIEHUU B3aUMOCBA3U
(peHOTUIIITHECKVIX TTPOSBTIEHNI MOHOT€HHBIX
HaCJIeICTBEHHBIX 3a00JIeBAHUN U TUIA
myTtanuii. U3 6assl janubix AL O 6buta
Oxonuanue Ha cmp. 3
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OP®AHHbBIE SABOJIEBAHNA

Ceopka U-kputepus MaHHa — YUTHU
AN He3aBUCUMbIX BbIGOPOK

Bcero 47 100
U MaHHa — YnTHw 159,000 K,
W BunkokcoHa 537,000 B
Cratuctmka Kpurepus 159,000 8 59
CraHgapTHas oLumbka 45,571 5'
CraHaapTnanpoBaHHas -2,420 2
cTatncTKa KpUtepus o
AcumnToTn4eckas ,016 0
3Ha4YMOCTb
(ABYCTOPOHHWI KpUTEPWIA)
Ceogka U-kputepma MaHHa — YUTHU

015 HE3aBUCUMbIX BbIGOPOK
Bcero 51
U MaHHa — YUTHK 142,000
W BuikoKkcoHa 638,000 EI 1
CratncTuka Kputepus 142,000 <
CraHpapTHas oLumbka 44,820 S
CTtaHOapTnanpoBaHHas -3,748
CTatucTmKa Kputepus 0
AcnMNTOTUYECKaSA ,000
3Ha4YMOCTb
(OBYCTOPOHHWMI KpUTEPWIA)

B reHe FBN1

LoF
0 1
100
o
D
o
1=
50 5
QO
s}
n
0
10 5 0 5 10 15 20
YacToTa YactoTa
0 LoF 1
N =20 N =31
CpepHuin paHr = 34,40 [CpepHuii paHr = 20,58
1 <
<
<.
=
&
0
25201510 5 0 5 10 15 20 25
YacTtoTa YacTtoTa

PucyHok 4. AHanna Koppensauum aucriokaumm xpycranumka ¢ TMnom mytaumm

B reHe MECP2

Koppensumu phosphorus poz_protein
phosphorus  Koppensauus MNupcoHa 1 -,350*
3Hau. (ABYCTOPOHHSAS) ,009
N 65 54
poz_protein  Koppenauus MrpcoHa -,350** 1
3Ha4. (ABYCTOPOHHSA) ,009
N 54 54
** Koppenaums 3Ha4mma Ha yposHe 0,01 (ABYCTOPOHHSS)
| i
2,00
O o
— @) (e}
Q
1,80 5 © 5
g y =1,88-1,09E-3*x | © 50 o
61,60 o) v
[%]
2 o © 0 %lo ~
>N 21,40 O
o
1,20 -
0 100 200 300 400
il poz_protein

PucyHok 5. Koppensaumns koHueHTpaumm dpocdopa B KpoBM 1 NO3ULMK MyTaumm

BBIZIeJIeHa BBIOOPKA U3 51 marueHTa C reHe-
TUYECKU IOATBEPKIAEeHHBIM CUHADOMOM
Mapdana, Brmodas 31 peGeHKa ¢ TeHeTHde-
CKUM Jle(eKTOM, CBS3aHHBIM C ITOJTHOM II0Te-
peit pyukmym G6erka (LoF = 1), ay 20 meteit
MU3MeHeHUA B HyKJIeOTUIHON ITOCIIeioBaTe b
Hoctu JTHK Gbuty BRI3BaHBI MUCCEHC-MY-
Tarueit (LoF = 0).

14 BBIABIIEHUA 3aBUCHUMOCTU CPOKOB
MaHU(eCTaIH U THKECTU TedeHuA 6osres-
HY OT TUIIA MyTaIui s reHo-peHOTUIu-
YeCKOro aHAIN3a ObUT UCIIONIb30BAH CTAaTH-
cTU4ecKuii maket SPSS. B pesynbraTe npu-
MEHeHUA HellapaMeTPUYeCKOI0 KPUTePUs
ManHa — YuTHM nT0Ka3aHo, 9To Iipu LoF =1
y AeTell ¢ cuHApoMoM MapdaHa nmaTonorusa
OPraHOB 3peHUA (MUONMA, AUCTOKALMA XPy-
CTaIMKa) MaHupeCcTUpyeT PaHbIlle (YPOBEHb
3HaYUMOCTH = 0,016), 4eM y 60JIbHBIX
C MHCCeHC-BapHaHTaMU. B To ke Bpemsa
BBIBUX WIN IOABBIBUX XPYCTAINKA UMeeT
MeCTO IPeUMYyIeCTBeHHO y JleTel C MUC-
CeHC-MyTalUuAMU (yPOBEeHb 3HAUYMMOC-
1 = 0,001). [Tpu aTOM UIIE ¥ 20 % AeTei
U3 JAaHHOU I'PYIITEI He GbUIO TAKOTO IIPU-
3Haka (puc. 4). IloiyyeHHbIe JaHHBIE II03BO-
JIAIOT MpeJCKasbIBaTh PAHHIO MaHUdecTa-
[IHIO AVCIOKAIY XPYCTAINKA ¥ OOIBHBIX
¢ cuHApoMoM Map@daHa ¢ MUCCEeHC-MyTa-
1AMy reHa FBN1.

Pesy/bTaThl aHAIN3a KOPPeIAIUN KINHU-
YeCKUX U TeHeTUYECKUX JAaHHBIX IalleHTOB
MO>KHO IIPOMJUTIOCTPUPOBATEH Ha IIpUMepe
JPyroro MOHOT€HHOI'O HaCIeLCTBeHHOIO
3aboneBaHuA — cuHApoMa Perra. OH BCTpe-
YaeTcs B OCHOBHOM Y [IeBOYEK U XapaKTe-
PU3yeTCA perpeccoM IICMXOMOTOPHOIO pas-
BuTUA. [IpUYrHa I1aTOJIOTUY — B MyTallUU
reHa MECP2. [IpuMeHeHHUe KOPPeJIALNOH-
HOI'0 aHA/IM3a II03BOJIWIO BLIABUTDL B3au-
MOCBA3b (PeHOTUIINYECKOIO IPU3HAKa,
KOHIIeHTPAIMU Heoprauudeckoro ¢gocdopa
B KPOBHU, C TeHeTUYeCKUM — MO3UIuel
MmyTanuu B reHe MECP2. BolAB/ieHa 3Ha4YM-
Mas oTpuIiaTe/bHasA KoppesAnys (r =-0,35;
ypOBeHb 3HaYMMOCTH = 0,010) KOHILIEHTpa-
vy ¢pocdopa U MO3UITUN MyTaIuu (PHC. 5).

VATI 1®, pa3paboTaHHasA HA OCHOBe OIIbITA
BeyIIVX SKCIIePTOB B 00JIACTH HACTeCTBEH-
HBIX 3a00JIeBaHU, II03BOJIAET PEUTN30BaTh
IIPUHINI ITyO60KOro GeHOTUIINPOBAHUA
B BUZle GOpMannu30BaHHOIO OIIMCAaHUA
HECKOJIbKMX COTeH (PeHOTUIINYIeCKUX IIPU-
3HAKOB IAI[eHTa, BKII0Yasd OLEHKY CTelleH!
HUX BBIPAXXEHHOCTU C UCIIOJIb30BaHUEM
IIOPAAKOBBIX 1 KOJIMYECTBEHHBIX IIKAJT.

[TepBbIe pe3y/bTaThl BLIABIEHUA reHO-(De-
HOTUIIMYECKUX B3aMMOCBA3el Ha OCHOBe
CTaTUCTHUYECKUX METOJOB aHAIN3a JAaHHBIX

IIOKa3aJId BO3MOXKHOCTb UX IPUMeHeHU
B KJIMHUYeCKo NpakTuKe. Ecmn y marnyenTa
C IIATOJIOTHEN COeNUHUTEILHOU TKAaHU U BO-
BJIeUeHMEeM CepJevyHO-COCYJUCTON CUCTeMBbI
€CTB SKTOIU XPYCTATUKA, TO MOXKHO C 6OJTh-
110} BepOATHOCTBIO IIPEATIONOKUTE JUarHo3
cuHIpoMa Map@daHa ¢ MUCCeHC-BapUAHTOM
B reHe FBN1. OGHapy)XeHO TaKKe, YTO
y meTeli ¢ MyTanuamu Ha C-KOHIle Gerka
MECP2 yposeHb (pochaToB B KPOBU HIDKE,
yeM y GOJIBHBIX ¢ MyTanuaMu Ha N-KoHIle
6eska. /laHHbIe 00 YpOBHE HEOPTaHMYeCKIX
docdaroB y geTeit c cuHgpoMoM PeTTa
BQ)KHBI I IOHUMAaHUA IPUYUH OCTEOII0-
PpoO3a ¥ Ha3HauYeHUsA TePaIliu C IeJIbI0 IIpe-
JOTBpalleHVA BO3MOXHBIX IIepeJIOMOB
KocTeli ckesteTa. [Ipu aTOM oTpuIaTe/ibHAA
3aBUCUMOCTD KOHIleHTpanuu ¢pocdarton
OT Io3uuy Mmyranuu B rene MECP2 paHee
He ObUIA OIIMICaHA.

NEPCMNEKTUBbI PA3BUTUA

AHanm3 Kopperauui KIMHUYeCKUX U TeHe-
TUYeCKUX JAaHHbIX Ha ocHOBe MAIT [1® nipu
HIWYWUM JOCTATOYHOTO KOJIM4YeCTBa aly-
€HTOB B 06a3e JAHHbBIX II03BOJIUT Pa3pabaThl-
BaTh MOJIeIU OLIeHKU TAKeCTU TeUeHU:
3a00JIeBaHMsA C yI€TOM reHOTHUIIa 6OIBHOTO,
a TaKk)Ke OIIpeJle/IATh BO3MOKHbIEe MOJIEKY-
JIApHBbIE MUIIeHU 1 fu(depeHIINpOBaH-
HOH Tepanuu. CTaTUCTUYECKUU aHAIN3

(opMan30BaHHBIX (PeHOTUIIMYECKUX AaH-
HBIX O0JIerdaeT IOVMCK Hauboree BEPOATHBIX
reHeTHYeCKUX Ae(eKTOoB, TO3BOJIAeT 0O0CHO-
BaTb IleJIeHaIIPaB/IeHHBIN ITOVCK IIaTOreH-
HBIX MyTanui, n36ekaB HeolIpaBJaHHbIX
BPeMeHHBIX 1 DKOHOMHYeCKHUX I10TepPk,
a IaBHOe — IT0Teph 3/I0POBbA U KadecTBa
’KU3HU NTAIJeHTOB C HAaCIeCTBeHHBIMU
3a60J1eBaHHAMU.

Biarogapst paGote 61arOTBOPUTETHHOIO
donma «l'eHOM XKU3HU» U PACHINPEHUIO
CIIeKTpa reHeTUIeCKUX UCCIeI0BAHUI IT0AB-
JI€TCA BCe GOJIbIIle AIeHTOB C KaYeCTBeH-
HBIMHU pe3y/IbTaTaMy 3K30MHOTO U IIOJIHO-
TeHOMHOTO CeKBeHUPOBAaHUA II0 BCcel
Poccuu, 103TOMY B JayibHENIIeM MbI IIpeJ-
mojaraeM IpeJoCcTaBUTh AocTyll k VAT [P
BpadyaM U3 pa3HbIX TEPPUTOPUIN CTPAHBI I
BBOJIa U aHAJIN3a TreHO-QeHOTUIINYeCKUX
JIAHHBIX ITAIIEHTOB C opdaHHbIMU 3a60Te-
BaHUAMU Ha PeTMOHAILHOM YpOBHe. B 1mo-
CJ1elyromieM, BepoATHO, ITOf, aruAou MuHs-
JIpasa, 1eixecoobpasHo hbopMupoBaHUe
VHTerpUPOBAHHOM 6a3bl JAHHBIX IO pef-
KM GO0JIE3HSM, YTO TIO3BOJIUT OObEANHUTE
YCWINA Bpadeil-ucciefioBaTesiel 1o aHaIN3y
JAHHBIX, BKIIOYas pa3paboTKy MaTeMaTu-
YeCKUX MoZeiell IPOrHO3UPOBAHNUSA TXKe-
CTU TedeHUs 3a00IeBaHUS B 3aBUCUMOCTH
ot resotuma 6onsHoro. ()
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TPYOHbIN OMATHO3

dnunentu4yeckue aHuedanonatum

Hawnbonee tsaxerbie ¢hopMbl arnnerncum rnpuxogsTcs Ha paHHU rnepuos X13Hu, npegcrassisisi 6071bLLI0e UCTIbITAHNE
LJ151 3rNErnTosioroB, HEBPOJIOroB u neanatpos. [1py nayveHnn anunerncum eTCKoro Bo3pacra ocoboe BHUMaHue yae-
JI5eTcs 3HUeganonaTusm passBuTusi N arnernTuY4eCcKuM sHUyeganonatusiM, CII0XHbIM HE TOJIbKO B BOIMPOCE NoCcTaHOBKU
AunarHosa, Ho U B TaKTUKE JIeHEeHUS].

ApTtem
AnekceeBuny
LUAPKOB

L Vi

HeBporor, anunenTonor, HeMPOreHeTUK, Hay4HbI
cotpyaHuk HVIKW neguatpum n getckon xmpyprim
nmeHu akapemuka tO.E. Benbtuiiesa ®rAQY BO
«Poccuinckuii HaumMoHasbHbIA NCCNeaoBaTeNbCKUA
MeaVLMHCKINIA yHuBepcuTeT nmenn H.W. Muporosa»
Mwunzgpasa Poccun, Mocksa

Enena
OmunTtpreBHa
BEJIOYCOBA

[.M.H., npodheccop MoCKOBCKOro Hay4Ho-1ccnenoBa-
TESbCKOro MHCTUTYTa NeanaTpum U AETCKOM X1pyp-
rum GrAQY BO «Poccuitckmin HauvoHasbHbIN
ncenefoBaTenbCkuii MEAULIMHCKUIA YHUBEPCUTET
nmenn H.W. MNuporosa» MuHagpasa Poccum,
3acnyxeHHbIi Bpad Poccun, Mocksa

TAXENbIE AMUNENCUN Y AETEN

C snwrenicuiell — OfHUM U3 Hanboee pac-
NIPOCTPaHEeHHBIX HEBPOJIOTMYECKUX 3a60-
JIeBAHUM — CTUIKUBAIOTCA 0 1 % JIomen.
Bose3Hp nmposBIIAeTCA N30BITOYHON AKTHUB-
HOCTBIO TOJIOBHOTO MO3Ta C KPaTKOBPEeMeH-
HBIM HapymieHueM ero ¢pyHkuuu. He Bce
BUJbI SIIIJIENICUY IPOTEKAIOT OLUHAKOBO
TsKes0. OKoso 70 % ManueHTOB YAaeTCsa
nozro6paTk 3(p(PeKTUBHYIO Tepanuio.
CaMble TPyAHBIe CJIydad BCTpe4aroTCs
y JeTell paHHero Bo3pacTa, 0 KOTOPBIX
U TIOWJIeT peyb.

B 2017 romy 6bu1a omy6mikoBaHa «Kmaccu-
pukanua snunencuilt MexayHapogHOU
OPOTUBOSNIMIIeNTUYeCcKoU juru (MIIDJI)»
C U3JIOKeHHeM IMo3UIUU Komuccuu MITOJT
o kiaccupuKauyuy U TePMUHOJOTUU.
LeneBas rpymiia cosgana OTAeJbHyI0 KaTe-
TOPHIO JI1 CHUHIPOMOB, CBA3aHHBIX C HIIe-
danonaTueil pa3BUTUA U (WIM) SIIWIEIITH-
JyecKoll sHIedanonatuei (OPD), miu
CUH/IPOMOB C IIPOTPeCcCUPYIOIINIM HeBPOJIO-
TAYeCKUM e UITUTOM.

ToyHad pacIpoCTpaHeHHOCTh DPD B PO
HEeU3BECTHA, B OT[eJIbHbBIX JIUTEePaTyPHBIX
HMCTOYHUKAX JOJIA SMIWIENITUYeCKUX SHIle-
damonaruit cocrarisger 7-15 % OT Bcex
dbopM smwIencuu, [ocTurasa moutu 40 %
cpeAy BO3HUKAIOIIUX B IIepBbIe 3 rofa
*u3HU. HekoTopbie GOPMBI BCTPEYaIOTCA
6oJIee 4YacTo, HaIpuMep CUHAPOM JIpaBe
(3a60eBaeMOCTh KOTOPBIM COCTAaBJISIET
or 0,5-1,0 cayyasa Ha 40 TbIC. 1O 1,0
Ha 15,7 Tbic.) wiu STXBP1-DPD ¢ npor1osu-
pyemoit yacroroit 3,30-3,81 Ha 100 ThIC.
POXKIeHUI.

Anpo KIMHUYeCcKUX IpoABIeHui DPD mpep-
CTaBJLIeT COO0M cOUYeTaHMe Pa3HOOOPA3HbIX
SMIWIENITUYeCKUX IIPUCTYIIOB ¥ HapylIeHU:A
PasBUTHA KaK B BUJie IIPOrPeCcCUPYIONIero
yXyAllleHUus (perpecca pasBUTHA), TaK

Y CTATUIHOU 3dAEPIKKU (THK Ha3bIBA€MOI'O
IIaTO paBBI/ITI/IH) IICUXUYIECKOTO, MOTOP-
HOI'O 1 pe4eBOTI'0 Pa3BUTHUA.

ITpu 5TOM CYUTAETCA, YTO K 33[ePKKe pas-
BUTHA peGeHKa IPUBOAUT KaK HEIIOCpes-
CTBEHHO IlepBonpuyumrHa Gosmesuu (LTI,
reHeTU4ecKas 5THOJIOTHA U T.IL.), TaK U ar-
PeccuBHOe TeueHHe CaMOU SIMIeIICHUM.

DPD MOryT BO3HUKATh B JIIOOOM BO3pacTe,
HO YaIle BCero BCTPEYAIOTCA Y MIaZeHIeB
U IeTeli IO TPeX JIeT, YTO OOBACHAETCS 0COo-
0eHHOCTSAMU HelporeHe3a PaCTYIIero
Mosra. Takoe HeraTHBHOe BJIUSHYE I1aTOJIO-
TU4YeCKOM aKTUBHOCTU Ha JIeKTPOo3HIIeda-
JgorpamMme (DDI) ¥ IPUCTYIIOB B KpUTHYe-
CKUe ITepUoJbl PA3BUTHA TOJIOBHOTO MO3Ta
He TOJIBKO YXy[IIaeT y:Ke CyIecTBYIoIIe
(yHKIIUM, HO ¥ 3aTOpMaKUBaeT BO3PaCT-
HOe Pa3BUTHeE HOBBIX (pUC. 1).

OCOBEHHOCTHU TEYEHUSA 3P3
TepMuH «3mmwIenTudecKas sHIedanomna-
THA» He O3HA4YaeT HapylleHHe Pa3sBUTHA
¢ poxxpeHus. Hepelko Ha4asTy SIIMIEIICUY
U IIPOTPeCCUPYIONIUM HeBPOJIOTMYeCKUM
CUMITTOMaM MOXeT IIPe/[IIeCTBOBaThb COBep-
IIeHHO HOPMAaJbHOe paHHee Pa3BUTHE
peb6eHKa. Ba)KHO Ha caMbIX PAHHUX 3TaIlax
3aMeTUTh, YTO MbI IMeeM JIeJI0 C SIIIEITH-
YeCKUMH SHIe(aToNnaTHAMY, TaK KaK CBoe-
BpeMeHHO HaJyaroe jiedeHre 00ecrieInBaeT
JIy4IIIie VICXOAbI B OTHOIIEHUY PA3BUTHA
¥ Ka4eCTBa )KU3HU.

dnwienTUYecKre NPUCTyObl Ipu DPD
KpaifHe Pa3HOOOPAa3HBI: KOPOTKYE B3[paru-
BaHUA (MUOKJOHUYECKUEe IPUCTYIIBI),
«CKJIAIBbIBAHUA» VI IIPUIIOSHUMAaHIE PYK
(sMUTeTITIUECKYE CTIa3Mbl), HAIIpsXKeHUe
(TOoHMYeCcKue IPUCTYIIbI) WIN PUTMUYHbIE
nofepruBaHUusA (KJIOHUYECKUe IapoK-
CH3MBI) BCETO TeJIa IO OMHOM KOHEYHO-
CTHU, 3aMUpaHus (abcaHcwl) u ap. Hepenko
MOKHO BCTPETUTD Cpa3y HeCKOJIbKO TUIIOB
IIPUCTYIIOB (4Yale Bcero MHQAHTWIbHbIE
CIIa3Mbl ¥ TOHUYECKHe IIPUCTYIIBI) Y OHOTO
TayeHTa Wik ke TpaHCGOpMAaIvIo OFHUX
TUIIOB IIPUCTYIIOB B Apyrue C TedeHueM
BpeMeHU, YTO TpeGyeT PeryJIIpHOro HabJIIo-
JeHUs 32 OOJIbHBIMMU.

DuunenTu4yecKue BHHeq)aJIOHaTI/II/I CoImpAa-
7KE€HBbI C BBICOKUM PUCKOM CUHJAPOMA BHE-

3aIHOI cMepTH Ipu amwiencuu (SUDEP),
YTO CTABUT 33/1a4y KOHTPOJIA HaJ, IIPUCTY-
IIaM¥ Ha IrepBoe MecTo. Oco6YI0 OITacCHOCTb
JULA )KU3HU U 3[[0POBbA NIPEJCTABILAIOT SIIU-
JIeNTUYeCcKre CTaTyChl, KOTZA IMPUCTYI
He 3aKaH4YMBaeTC A CAMOCTOATENIBHO U JITUT-
€A IONTBIIe 5 MUHYT, YTO Tpe6yeT HaJyIexa-
IIero JiedeHUsI B KaK MOKHO 6ojiee KOPOT-
KUe CPOKHU.

JosrocpouHsiil ucxoy, OPOY cBA3aH Kak
C 3THUOJOTUYeCKUMU (PaKTOpaMU (IIOUCK
OTBeTa Ha BOIIPOC, II0YEMY 3TO BoOOIIe
Ha4valIoCh), TaK U C PaKTOpamMu, CBA3aH-
HBIMHU C SIWIEINICHel (HACKOIBKO TAXKeJIO
rpoTeKaeT OOJIe3Hb),— BO3PACTOM Havyaia
SMWIENICUU, TUIIAMU IIPUCTYIIOB, BUAOM
3JIeKTpodHIeanorpadpuiecKnx HapyIie-
HUH, TPOAOKATETHLHOCTHIO 3200IeBaHUS.
B GOJIBIMMHCTBE CJIy4YaeB IIPOTHO3 HebIaro-
TIPUATHBIN U3-3a BBICOKOTO YPOBHA MHBA-
JIMAV3annY, ToBbImeHHOoro pucka SUDEP,
0 CpaBHEHUIO C ApyruMu opmamuy,
U (papMaKoOpe3uCTEeHTHOCTBIO.

TeM He MeHee ITPU HEKOTOPBIX STUOTIOTHAX
U I0ZI60pe ONTUMAIBLHOTO JIEIEHUSI MOYKHO
IIOOUTHCA CTAOWIN3AIIUY OOJIE3HU U IIOYTU
HOPMAJIbHOTO YPOBHA UHTE/UIEKTA TP A0
rOCPOYHOM HaOJIOZIeHnH B 6osiee yeM 20 %

CIIy4aes.

B MNOUCKAX NEPBONPUYAHbDbI
BrimmeniepeynciieHHbIE CUMITOMBI MOTYT
TIPOSIBJIATHCS MPAKTUIECKU B JTIO00M KOMOU-
HaIlu¥ — B Pa3HOM BO3pacTe, C Pa3HbIMU
TUTIAMM IIPUCTYIIOB, C HOPMAJIBHOU WIH
rpy6o nameHeHHo DI B nieGioTe Gote3Hu,
4TO 3HAYUTEIHLHO OCI0KHAeT IIOCTaHOBKY
YeTKOI'O JYarHo3a U IPOrHO3MPOBaHNeE ee
Te4eHMA. B JyarHOCTHKe IMPOKO HCIIONb3Y-
10TCcA MeToab! DO, orieHKY (eHOMEeHOIOTUH
(KaK BBIIIAAWUT IIPUCTYII), HEMPOBU3YaIN3a-
II¥A C IIOMOIIBI0O MarHUTHO-PE30HAaHCHOMN
U KoMiibioTepHOM ToMorpaduu (MPT u KT)
TOJIOBHOTO MO3Ta, TeHeTUIecKue 1 MeTabo-
JIM4ecKye TeCThI.

DTHUOJIOTHUA SMWIENCUN BeChbMa Pa3HO-
o6pa3Ha U KIacCUGUIIUPYETCA MO IIATH
OCHOBHBIM HaIlpaBJIeHUAM: CTPYKTYpHbIe,
reHeTU4ecKue, MHMEKIMOHHbIe, MeTaboIu-
YecKHe U UMMyHHBbIe. OZHAaKO MeXIyHa-
POIHBIN KOHCEHCYC IIOJYePKUBAET 0COOBIH
BKJIJl TeHETUYECKUX U3MEeHeHUH B BO3HUK-

MaToNOrNYECKNIN -

cybeTpar

leHeTVKa HacneaCTBEHHbIX
6one3Hen obmeHa (HBO)

MMMmyHHas npuynHa
MHdekumsa

®dokanbHasa KopkoBas
avcnnasus (PKO)

PucyHok 1. KoHuenumsa anmMnenTuyeckmx sHuedanonatui

Mcxoabl
3apepxka/perpecc passutus

MpeapacnonoXeHHOCTb
K npucTynam

dnunenTtoreHes

Cneuuncpnyeckas

BO3pacT-
3aBUCUMas
T peakuusi
4l rONOBHOrO
BN Mo3ra

HoBeHUe DPD. [logTBepxaeHne MOJIEKY-
JIAPHO-TeHeTUYeCKOTI'0 JarHo3a II03BoJIgeT
He TOJbKO YCTAaHOBUTH TOYHYIO IIPH-
4uHy GOJIe3HU U OXKHJaeMbIi IIPOrHO3,
HO U He IIPOBOJUTH HeHYKHOe JOIOJTHU-
TeJIbHOe 00CIeZloBaHYe, a B pAJle Ciydae
JlasKe 1oZio0paTh 6osee 3P PeKTUBHOE Jreue-
HYe ¥ IPOBeCTH IPOQUIAKTHKY 3ab0seBa-
HUA B ceMbe.

KoHuenusa reHeTUYeCKUX WIU HacJeJ-
CTBEHHBIX JIIWIEIICUN He OIpeAeIieTcs
VICKJTIOUUTENIBHO IIepefiadei 3a601eBaHusA
BHYTPU OJHOU CeMbU, & OCHOBBIBAETCH
Ha HapyIIeHNU HOPMAJIBHOU CTPYKTYPHI
HacTeACcTBeHHOoro MaTepuaa (JJHK) B obi1a-
CTU TE€HOB WIU IIyTeM SIUTeHeTUIECKOTrO
MexaHusMa. [IpyruMu cJIoBaMu, Hapymia-
€TCs «MUCbMEeHHAsT» MHCTPYKIVS, KaK pabo-
TaTh KJIETKe, ¥ 3TO IPUBOJUT K PAa3BUTHUIO
CUMITTOMOB GOJIe3HM.

Taxuve HapymIeHUA MOTYT BO3HUKATh de novo
(crioHTaHHO, 0€3 ImepesaYu OT POJUTETIelt)
¥ HaCJIenoBaThCsA (HampuMmep, X-CIleIIeH-
HBIM WIN pelleCCUBHBIN TUIl HacIe[J0Ba-
HUA), YTO fAesaeT IIOCTaHOBKY MOJIEKYJLAPHO-
reHeTU4YeCKOr'o AMarHo3a KpaiiHe BaXKHBIM:
pucku nogmopeHus 60Ne3HU 8 ceMbe MO2Ym
docmuzams 25-50 %! K cuacThio, CeromHs
B MeJUIIMHCKOM apceHajie UMeIoTCA J0-
CTyIIHbIE MeTOAbI NPOPMIAKTUKY HaCTe-
CTBEHHOU 3MWIENICUY, & UMEHHO — IIpef-
MMIUIaHTallMOHHOE WU IIpeHaTajJbHoe
TeCcTUpOBaHUe IIpU IUTaHUPOBAaHUU CJIeSy-
OIUX OepeMeHHOCTel.

FEHETUYECKAA OUATHOCTUKA
BbIABIAEMOCTh TeHETUYeCKUX IIPUYUH
BapbUpyeT Ha ypoBHe 30-60 %. BeIABIsI€MO-
cty Ha 100 % He IO3BOJIAIOT JOCTUYL OUO-
JIOTIYeCKHe U TeXHUYeCKHe OrpaHUYeHUA:
JIO CUX TIOP CBA3b C OOJIE3HAMU XOPOIIO
M3yJeHa He Y BCeX TeHOB, 0a3bl JaHHBIX
0 IATOTeHHBIX WIN JOOpOKadeCTBEHHBIX
BapUaHTax HyKJIeOTUAHOM I0CJIe[0BaTeNb-
HOCTHU BCe BpeMs IIOMOTHAIOTCA, MeHAIOTCA
MeTofbI 06pabOTKY MH(OPMAIIVH, YTO Tpe-
OyeT ITOCTOHHOTO OGHOBJIEHM ITOJX0/A
K IVIaTHOCTHKe U IlepecMOoTpa JaHHBIX yXKe
TIpOBeJleHHBIX NCCIeJ0BAaHUM KaXKAble Mo
TOpa-IBa rofia.

Mo:xHO chopMEPOBaTh HEKOTOPBIE 00IIIe
PeKoMeHJIaluuy II0 JUAarHOCTUYEeCKOMY
QJITOPUTMY: IIPU y3HaBaeMOM (IIOpTpeT-
HOM) (peHOTUIIe MMeeT CMBICJI CTaPTOBATh
C Y3KOHAIIpaBJIeHHbIX MeTOOB (CeKBeHU-
poBaHUe OTAeNbHBIX TeHOB, KApUOTUII,
MYJIBTUIUIEKCHAA JINTa3HAA [elHaA peak-
1y, MLPA); mpu mofo3peHuu Ha GoJ1e3HU
oO6MeHa MOJIe3HO IpOBeJleHNe MeTabo-
JINYeCKOI'0 TeCTUPOBAHUA (TaHZeMHad
Macc-CIeKTPOMeTPUs, OpTaHmYecKue KIuc-
JIOTBI, 130OKyCHUpOBaHUEe TpaHCcheppu-
HOB ¥ JIp.), 0COOEHHO IIPY SIIIeNTHYe-
CKUX CUHJPOMaX C eOI0TOM B IlepBbIe
MecCsAIbl JKU3HU U C OCTPOU JIeKOMIIeH-
camyen.

IIpu codyetaHuu OPD ¢ BpOXAeHHBIMU
IIOPOKAaMU U MJIBIMUA aHOMAIUAMU Pa3BU-
THUA JUATHOCTUKY cjlelyeT Ha4MHATh
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TPYOHbIN ONATHO3

C XpOMOCOMHOTO MUKPOMATPUYHOTO aHa-
sn3a (XMA), B mpoliecce KOTOPOro uccie-
JIIOT BCe KIIMHUYECKU 3HAYUMBbIE YIACTKH
TeHOMa U OTIPEeZEeJIAI0T U30BITOK WIN HeJ0-
CTaTOK reHeTUIeCKOro MaTepHuaia (IHCIIo-
BbIe AaHOMAINY, AYIUTUKAIUY U JeIeI[ii
YacTU XPOMOCOM).

OpnHako Haubosee 3G GHEeKTUBHOM CTpaTe-
TUel CYUTAeTCA UCIIOIb30BaHNe BbICOKO-
IIPOU3BOAUTENBHOTIO CEKBEHUPOBAHUA

(aHDI. next generation sequencing, NGS),

KOTOpOe IoJpasAesIAeTCA Ha IBe MeTOZ0JIO-

TUYeCKM PasHble IPYIIIbL:

® 5K30MHOE CEKBeHMPOBaHME, KOIZA HC-
CJIeRYIOTCS OEIOK-KONUPYIOIIYE YYACTKY
JHK (3K30HBI);

* TeHOMHOE CEeKBE€HUPOBaHMeE, KOIJa PaB-
HOMEDHO IIOKDBIBAeTCA IIPAaKTUYECKU
Bca JIHK, 4To mO3BOJIAET XOPOLIO BBI-
SABJIATH OOJIbIIee KOJIMYeCTBO YHUKAJIb-
HBIX BapUMAHTOB KaK B 3K30HAX, TaK
Y B MUHTPOHAX, aHA/IM3UPOBAaTh MUTOXOH-
JpuanbHyo JJHK 1 BO3MOXKHBIE XPOMO-
COMHBIEe IIePeCTPOMKH M TaH/eMHBbIe
TIOBTODBI.

CoBpeMeHHBIM JUaTHOCTUYEeCKUI aITOPUTM
(puc. 2) He BbIZle/IsIeT KAaKOM-INOO U3 BBIIIIe-
TIepeYNCICHHBIX TeCTOB KaK eTMHCTBeHHBIN
¥ BCEOOBEMIIIONIMI MeTOZ, 00C/IeJOBAaHA.
ITpu oTpHULIaTeIBLHOM pe3y/IbTaTe B OJHOM

V3 ICCTIENOBAHUI TTPeJIaraeTcs epexoaUTh
K CIeAyomeMy U3 HEHUCIOJIb30BaHHBIX
TeCTOB. BepXyIIKOI AUaTHOCTUIECKOTO AJIT0-
pUTMA SBJISIETCA IIOTHOTeHOMHOE CeKBeHU-
pOBaHue TPUO, KOLIa 00CIef0BaHue IIPOBO-
JUTCA B «IIePHOU ceMbe» (IPOOaHS U ero
OGMOIOTUIECKIIE POAUTEIH).

OTAENbHbIE rPYMMbl 3P3

OkoJ10 80 % HanboJIee YacTo ANATHOCTUPYe-
MBbIX TeHeTUYeCKUX SIMIIeIITUIeCKUX JHIle-
(daronaTuii TpeGyIOT MOAXOOB K JIEUeHUIO,
OIIMCAHHBIX Ha pUCyHKe 3. CerogH:A B Tepa-
iy OPY UCIIONB3YIOT BeCbMa arpeCcCUBHYIO
TaKTHKY C OBICTPBIM IIepe6OpOM IIPOTHBOCY-
JIOPOXKHBIX IIPeNIapaToB M UCIOIb30BaHIEM
BBICOKOJJO3HOM TOPMOHAJILHOU TePAIUX WIN
BHYTPUBEHHBIX UMMYHOIIOOYJIMHOB JIN0O
CIIeITMJIbHOM KeTOreHHOU AueThl. Taxke
B HEKOTOPBIX CJIydadAX pacCMaTpPUBAIOT
XUpyprudecKoe jJedeHue, HallpuMep ycTa-
HOBKY CTHUMYJIATOPA OJIy»K/JAIOIIero HepBa
(VNS) wmu pacceyeHre MO30JIMCTOTO TeJTa (K-
JIO30TOMUSA).

3a mocimegHue 10 JeT KINHUYEeCKUH OITBIT
OTZieJIa IICUXOHEBPOJIOTUHU Y 3IWIEIITOIO-
ruu HUKH neayiaTpum U AeTCKOM XUPYyp-
ruu uMeHu lO.E. BerbpTuniesa mo3BoJII
HaM BBIAEIUTH CJlefylolye Irpynnsl DPD
c HaubGoiree 3G PEeKTUBHBIMU OAXOJAMU
K Tepanuu:

1) mrst SCN2A/SCN8A-DPD osxkuaetcs addex-
THUBHOCTH OJIOKATOPOB HATPHEBBIX KaHa-
JIOB, KOTOPbIe He cjIeflyeT UCII0NIb30BaTh
npu SCN1A-DPD u3-3a 3Ha4UTEIbHOIO
PUCKa IPOBOKAIIMU SMIUIENTHIECKUX
TIPUCTYIIOB;
ripu TSC1/2 — TyGepO3HOM CKJIepo3e IIpe-
mapaToM BbIGOpa ABJsAeTCA BUrabat-
pUH;
3) SCN1A-DPD 3a4acTyio TpeGyIOT UCIIONb-
30BaHMUA paHHeH KOMOMHUPOBAaHHOMN
NIPOTUBOCYZOPOXKHOH Teparuy, Haubo-
see 3¢pPeKTUBHBIMU U3 JOCTYIIHBIX
B P® cunTaroTcs nmpenaparsl BaIbIIpoe-
BOU KHCJIOTHI U KI06a3aM. B kagecTBe
JIOTIOTHUTEeIbHBIX ONIIUI JedeHuA clle-
JlyeT PacCMaTpPHBATh KeTOTeHHYIO JUETY
Y MMIUTAHTAIVIO CTUMYJLATOPA OIIy»Ka-
I0II[eTo HepBa;
STXBP1-5PD MONI0KUTEIBHO PearupyroT
Ha IIpenaparsl BAIBIIPOeBON KUCIOTHI,
JIeBeTHpaIeTaM ¥ BUTabaTpHH;
pu CDKL5-DPD nokasain 3pGeKTUBHOCTh
TIpernapaT raHaKCOJIOH, KOTOPBI 1cciie-
JoBasica B uHcTuTyTe nMeHu 10.E. Beib-
THINEBa, HO IIOKA He IIPOIIes] OKOHYa-
TeJIBbHYIO0 PEeTHCTPALUI0O U HeJOCTYIIeH
BCeM IanyeHTaM B PO;
pu SLC2A1-DPD cienyeT UCIOIb30BaTh
KeTOTeHHYIO JUeTy B IIepBOM JIMHUH KaK
IIaToreHeTUYeCcKoe JIedeHNe.

Oxonuaue na cmp. 7 v
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dnunentuyeckne CUHOPOMBI

1 OCTPOW AeKomneHcaunemn

* TaHOeMHas Macc-CneKTpoMeTpus
* OpraHnyecKme KMcnoTbl
* MI3ohokycrpoBaHmne TpaHchepprHOB

Mpepnonaraemas
XpoMOCOMHasi naTtoJsiorus

* Bpox[eHHbIE MOPOKM Pa3BUTUS
* Masnkle aHomManuun passuTus

* HU3KMIA BEC NPU OOHOLLEHHON
6epeMeHHOCTH

XpPOMOCOMHbIN
MUKPOMaTpPU4HbIA aHanu3

¢ 0e6loTOM B NepBble MeCsiLbl XU3HU

MeTa6onu4yeckoe TecTupoBaHue

BonbLue 5 6annos
MO NEPECMOTPEHHBIM KPUTEPUSAM
MUTOXOHApPMWAIbHbIX 60M1e3HeN
(2017)

CekBeHvpoBaHue
MuUTOXOHApMansHon AHK

LUI/IpOKMﬁ CMEeKTP KIIMHN4YeCKUxX HpOﬂBﬂeHMﬁ / oTpuyartesnbHble
pe3ynbTraTtbl NpeabiAyLUX MeToaoB ANarHOCTUKu

P
‘-/

PuUcyHOK 2. AfropuT™ reHeTU4eckon gmarHocTukn 9P3

* CeKBEHMPOBaHWE OTAESIbHbIX FEHOB
* Kapuotun

e MynsTunnekcHas nurasHas uenHas
peakumsa (MLPA)

MaHenb reHoB

MonHoreHoMHoOe cekBeHUpoBaHue

[MopTpeTHbIV / y3HaBaeMbIi heHOTUN

TapreTHble meToAbI

CtupunenTon, knobasam, cheHdnypamuH, CBD

BanbnpoaT, Bara6an|/|H, neseTnpaueTamMm

Banbnpoart, nesetupauetam, NamoTPUOXMH, CTaTUHbI

BeHzoat HaTpus, gekctpomeTopdpaH, narnodepan

504 naumneHTa, Heony6nMKoBaHHbIe faHHble Nnaéopatopum «FeHomed»

SCN1A
BnokaTopbl HaTpMeBbIX kKaHaNoB SCN2A
STXBP1
GRIN2B
Brnokatopbl HAaTpUeBbIX KaHanoB KCNQ2
Banbnpoat, menatoHuH, CBD MECP2
aHakcanoH, ropmMoHblI CDKL5
SYNGAP1
TSFM
KeTtoreHHasa gneta SLC2A1
FopMOHbI SPTAN1
NamoTpupxuH, auetazonammg CACNATA - HaM6oJIee YacTo ANArHOCTUPYEMbIX
DYNC1H1 3HuechanonaTui
GLDC MMEIOT onucaHHble NoAXoAabl
Llepnunenasa UxdB ‘ |‘(Tepanv|v=
0 5 10 15 20

PucyHok 3. lMogxodbl K Tepanum cpepy Hanbonee pacnpoCcTpaHeHHbIX reHeTn4eckmux P

MyTu peweHns npob6nem

AWarHoCTUKU 1 fie4ebHoro
obecnevyeHusa IPI

Perucrpanys BEICOKOIIPOU3BOAU-
TeJabHOTro ceKBeHUupoBaHUA (NGS)
B KayecTBe MeUITUHCKON YCIIYTH U ee
BHeCeHVe B KIMHUYeCKe peKOMeH/Ia-
LMY ¥ CTAaHAAPTHI OKa3aHUA MeIUITH-
CKOM IIOMOIIIH.
CoszaHue perucrpa 1o OTAeIbHbIM
TeHeTU4YeCKUM DPD.
U3yyeHre KIIMHUKO-TeHeTUYeCKUX
KOpPpeJIALUY A YIy4dlleHUA IIPo-
THO3a TeYeHUA reHeTUu4decKux DPY,
BKJIIOYAsA BeJleHUe udpoBoro GeHo-
TUIIA IallIeHTOB.
Cosmanye KIMHUYECKUX PeKOMeH-
JaIui 1o OTAeNbHbIM DPD (B mep-
BYIO Ouepezb 110 CUHApPoMy [lpase).
PopmupoBanue PesiepasIbHOTO LIeH-
5 Tpa 10 PeJKUM reHeTUIeCKUM 3111~
JIEIICUAM C BO3MOKHOCTBIO OKa3aHUA
TIOMOIIM KaK ITalllieHTaM, TaK U IPyTUM
SIIWIENITOJIOTMYECKUM ITeHTpaM U KJIU-
HUKaM, B TOM YHCJIe B BUJie IIOBTOPHOTO
aHa&JIN3a UCXOAHBIX JAaHHBIX TeHeTh4de-
CKUX MCCIefoBaHUM. B 3ajady nmeHTpa
TaKKe JIOJDKHBI BXOAUTH 06pa30BaTesh-
Had U IPOCBETUTEIbCKAA IeATeTbHOCTD
10 JaHHOU mpobisieme. LleHTp OymeT
IIPEeLCTABIATH COO0M KOHCOPIIUYM
CIIEIMATTICTOB U3 Pa3HBIX 00JIaCTeH
(HeBpoOJIOTH, TEHETUKHY, GMOMH(OPMa-
TUKY), 00 beJUHEHHBIX CIIeIUATN3NPO-
BaHHBIMY 3HAHVAMH 110 Ipobireme DPD.
Heo6xoauMo TeCHOe B3aMMOZE-
6 cTBUe ¢ poHmaMU, 06eCIIeInBalo-
LMY ITAITeHTOB JOPOTOCTOAIIe N Tepa-
vel, C OTHOM CTOPOHBI, ¥ (PMHAHCOBAs
MoJiepiXKKa pa3paboToK B 06IaCTU
TeHOTUIT-OPUEHTUPOBAHHOM TepaItyy Il
OTEIbHBIX MMAlIIEHTOB — C JPYTOU.
BHeceHUe OT[leJIbHBIX TeHeTuJe-
CKux OPD B cnucok opdaHHBIX
3a00JIeBaHUI U UX 00ecIieueHue CBoe-
BpPeMeHHOM ITaToreHeTU4eCKOU Tepa-
en.
ITpoBeseHNe MHUIIMATUBHBIX UC-
CJ1eJOBaHUU B UHCTUTYTe UMeHU
I0.E. BesbTHIIEBA I10 TIOUCKY HOBBIX
MeTOZ0B TeHOTUII-OPHeHTUPOBAaHHOM!
Tepaluy, a TAKXKe yJacTue B MeKIyHa-
POIOHBIX KIMHUYECKUX UCITBITAHUAX
HOBBIX ITAaTOTeHeTUIEeCKUX IIPeIapaToB.
WudopmupoBanme o6IIeCTBEHHO-
CTHU 0 ZAHHOU mpobyeMe, B3alMO-
JIeICTBUE C O0IIeCTBeHHBIMU OpTaHU-
3a1UsAMHY, O0beANHEeHUAMHY HanyeH-
TOB U UX CeMe.

B mocsiegHye rogpl HAGIIOAAETCA He-
YKJIOHHBIN POCT AUaTHOCTUPYeMbIX Pefl-
KHX TeHeTUYeCKUX SIIEIICUM, U 3TOT
TPEeH], O’KUJJaeMO COXPAHUTCA B OIIYDKAM-
mieM GyaymieM. BypHO pa3BHUBaroImancsa
reHeTHYecKas AUATHOCTUKA IT03BOJLAET
crenaTh TaKKe UCCIeOBAaHUA Gosee
JOCTYIHBIMY B PyTUHHOM KIMHIIECKON
npakTuKe. ToYHasA AMATHOCTUKA JaeT
BO3MOXKHOCTb OITTUMU3UPOBATh TAKTHUKY
BefleHUA NalleHToB. JledeHNe reHeTH-
YeCKUX SIIWIETICHH, TIO CYTH, YKe ABJLA-
€TCsA TeHOTUII-OPYeHTHPOBAHHBIM, KOIZia
IIperaparhl BBIOPAIOT UCXOAA He TOIBKO
U3 KIMHUYeCKOUN KapTUHBI Y TUTIOB IIPU-
CTYIIOB, HO ¥ C YY€TOM MOJIEKYJLIPHO-
TeHeTYeCKOro JUarHosa. Jlydiee MoHU-
MaHMe MOJIEKYJIADHBIX MeXaHN3MOB
SIIIEIITOreHe3a yyKe CeroHA O3BOJLAeT
CO3[aBaTh M BBIOMPATH HA/JIEXKAaIIee
JiedeHrIe KOHKPETHOTO IIalleHTa.
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AKTYATbHAA NMPOBJIEMA

NcTopua cTaHOBJIEHUA OTE4YeCTBEHHOWN
AEeTCKOU HeunpoypoJsiormm

HeviporeHHbivi MOYEBOW ry3bipb — TSXKESI0€ M0CNIEACTBUE MOPOKOB Pa3BUTUSI U TPABM NMO3BOHOYHMKA y AeTew. [eno Tyt
HE TOJIbKO B TAKOV HEMNPUSITHOV NMpobrieMe, KaK HeepXxaHne Mo4m, HO U B MHOIOYUCIIEHHbIX OCJIOXXHEHUSIX C UCXOL0M
B XPOHUYECKYH 60J1€3Hb MOYEK.

Hatanba
bopuncosHa
'YCEBA

[.M.H., pykoBoauTenb MOCKOBCKOrO ropoACKOro
LieHTpa [AeTCKO YpOornorum-aHaponorum 1 naTonorum
Ta30BbIx opraHoB 'BY3 «[leTckas ropoackas
6onbHMLa Ne 9 umenn I".H. CnepaHckoro 3M>»,
npochbeccop kadeapb! NeguaTpum UMeHN

I".H. CnepaHckoro ®r6OY ArNO «PMAHMO»
MwuHzgpasa Poccuu, rmaBHbIv Hay4HbIA COTPYAHUK
oTaena xvpyprum aetckoro sospacta HAKN
neavaTpun 1 ETCKON XMPYPrum UMEHN akag,

10.E. Benbtuwesa ®rAQY BO «PHUMY nmenn
H.N.Muporosa» Munsgpasa Poccun, Mocksa

CTPATEIrngd BOCCTAHOBJIEHUA
PaccTpoiicTBa QyHKIIUY MOYEBBIX IIyTel
OrPaHUYUBAIOT KU3HEHHbIE BO3MOXHOCTH
pebeHKa BILIOTH JI0 IIOJIHOM ero UHBAIUAY-
3anuy, a Mpo6yreMa HapyImeHHOTO OIIOPOK-
HeHMA MOYeBOro ITy3bIpsA He MeeT yHUBep-
CaJIbHOTO peliieHusA. Pa3paboTKO CTpaTeruu
BOCCTaHOBJIEHUA (PyHKITUY MOYEBBIX IIyTel
y JleTell COTPYAHUKHU OTAeJIa AeTCKOU ypo-
Joruyt MHU niefuaTpyuu U A@TCKOM XUPYP-
ruu Mun3zapaBa Poccuy Hadamy 3aHUMAaTbCA
6ostee 50 JieT Ha3a/], a [JIABHBIM BIOXHOBU-
TejeM U HJe0JIOTOM 3TOU AeATelbHOCTU
cran EBreHuti JleoHMAOBUY BUITHEBCKUN
(1941-2011).

biarogapsa emy nepBale OTAeIbHbIE paspa-
OOTKU 110 JIEYEHUIO U COLATH3AINU CIIU-
HaJIbHBIX OOJILHBIX OBLIU CBEIEHbBI B €1U-
HYI0 CUCTeMy MeJUIIMHCKOUN IIOMOIIH,
KOTOpasA OCTaeTCA aKTyaJbHOM U B HaIllU
zuuy. EJL. BUliHeBCKUi MTHUITUPOBAT CO3/a-
HYe YHUKAJIBHOTO HayYHO-TIPAKTUYeCKOTO
neHTpa «IlaToIorusa Mo4euCcIyCcKaHuA»
Ha 6a3e IeTCKOU TOPOJICKOM GOIBHUITHI N2 9
nmenu ['H. Ciepanckoro B Mockse. [1o nau-
nuatuse EBreHus JleoHWj0BUYA U IIPU €TI0
HeNoCpeACTBeHHOU MOoJiZlepXKKe IT0X0XKue
IeHTPBI ObLUIM CO3ZAHBI €r0 YYeHUKAMU
¥ copaTHUKaMM Bo BiagmBocTtoke, OMcKe,
[TeTpo3aBozcke u Kazanu.

OT1en eTCKOM YPOJIOTYY BO3IJIABJLAI U3BeCT-
HbII XUpypr npodeccop B.M. [lepxkaBuH.
CoTtpyaHuku otfena — E.JI. BuntHeBcKuii,
Bb.C.Tyces, JI.C. Besiblil u gpyrue BHavase
B JIAGOPATOPHOM 3KCIIepUMeEHTe, a 3aTeM
¥ B KJIMHYKe HAYTH ITOUCK CIIOCOOOB M3yde-
HUA TUJPOAVHAMYKYU MOYEBOIO ITy3bIPA.
Pa3BuBa“ 1eTCKy1o HelpoyposIoruio Kak (yH-
JIAMeHTAIbHYIO HayKy, 5TU yueHble OCO3HAIIY,
HAaCKOJIbKO HecoBepIlieHHbI U IIOBEPXHOCTHBI
OBbUIN UMEBIINEeCA TOIJA IIpeJCTaBIeHUs
0 QYHKIIMOHUPOBAHUU MOYEBBIX ITyTel
y IeTell ¢ MueoAycIuIasueit. iMeHHO Torzia
BO3HUK COITPOBOKIABIIINI BCIO JAJIbHEHIITYIO
paborty meBus «OT U3yveHsI — K IOHIMAHUIO,
OT IIOHMMAaHUA — K YMEHUIO», KOTOPBIM CTaJT
IJIaBHBIM JJI1 Y9€HMKOB U IToCjIe/joBaTesei
TIepBO IUIeAb] YUeHbIX.

VccremoBaHue maToreHe3a HeMpOreHHOro
MOY€eBOT0 Iy3bIPsI ObUIO HAYATO PAZIU pas3pa-

GOTKU JOCTOBEPHOI CUCTEMBI YPOAUHAMU-
YeCKUX UCCIeNOBAHUMI NI IeTeld, B YaCTHO-
ctu dpapmakonucromerpuu. B 1973 rogy
E.JI. BUIITHE BCKUI 3aIITUTII KaHAUAATCKYIO
JuccepTanyio Ha TeMy «KinmHU4eckoe 3Ha-
YyeHMe (PyHKITMOHAIBHBIX METO/IOB UCCIeN0-
BaHMA B JUATHOCTHKe UH(PpaBe3NKaATIbHON
OOCTPYKITUH Y ieTel». JIIsT MHOTHX STOT 3Tall
ABWICA ObI (QUHATIOM HayIHOM paGoTHI, a I
EBrenus JleoHuoBrYa OH, HAIIPOTUB, CTAJI
OTIIPAaBHBIM IIYHKTOM B GOJIBIIYIO HAyKy.

Bmecre ¢ xosuiekTuBoM otaena b.C. ITyces
un JI.C. besb1ii mpoBeiu aHAIU3 OTJAJIeHHbIX
Ppe3yJIbTaToB JledeHUs ieTell C HeliporeH-
HBIM MOYeBbIM ITy3bIpeM, IIOCTOSHHO pas-
BUBAsA METOABI aHTHOTpapuu U pagron3o-
TOITHOU AWAarHOCTUKU. HayuHBIN TPyA
IIPOAOJIKAICA OKOJIO 10 JieT, B pe3yabrare
Jero ObLIU B COBEPIIEHCTBE OTPAOOTAaHBI
MeTOAVKYU YyPOOUHAMUYECKUX UCUIe0Ba-
HMH, CylleCTBeHHO paclypeHa Kiaccupu-
Kanusa IUCcQYHKIMN MOYeBOro IIy3bIp4,

OCHOBAaHHadA Ha [IapaMeTPax ero afanTalyuu
U XapaKTepe Iy3bIpHOTO pediiekca. MeTozbl
PagMOU30TOITHOM AVATHOCTHKY, Pa3paboTKa
KOTODBIX ObUIA HAYaTa B AETCKOM IPAKTHUKe,
OKa3aJINCh BOCTPeOOBAHBI U BO B3POCIIOHN
yposoruu. B 1983 roay b.C.IyceB 3amuTin
JOKTOPCKYIO IMCCepTaIuio «<MeTozabl pamuo-

LR

[ N SN
®dorto 1. Npoteccop B.M. [depxasuH —
3amecTutens gupektopa MHUW nepnat-

pvv 1 OETCKOW XMPYPrun, PyKOBOAMTENb
oThena getckon yponorum (1978 rop)

B.C.TyceB u 1.B. KazaHckas). Ceifgyac aTa
KHUTA CTajia OubIuorpaguIecKkoit pegKo-
CTBIO ¥ BBICOKO IIEeHUTCA yPOJIOTaMU, HECMO-
TPs Ha ee COIAHBINA BO3PACT.

HOBbIE nOoAXoAbl

Korza nociie korumHsl B.M. [lep>kaBuHa
BCTJI BOIIPOC O €ro IIpeeMHUKe Ha IIOCTy
pyKOBOZUTENA OTAEIA yPOJIOIMU, KaHAUIA-
Typa E.JI. BUlIHEBCKOT'O He BBI3bIBaja
COMHeHUU. BpeMsA MOATBepAWIO IPaBWIb-
HOCTB 3TOrO pemeHus. E.JI. BummHeBcKkuit
PYKOBOZAWJI OTZAEJIOM YPOJIOTUM U HeHpo-

VccnepoBaHue naroreHesa
HEMPOreHHOro MoO4eBOro
ny3bIps 6bISI0 HAYaTo s
pas3paboTKN CUCTEMbI
YPOAMHAMNYECKNX
nccnegoBaHun y oeTen,

B YaCTHOCTU
dhapMaKkoLMCTOMETPUN,

nog nesn3om «OT U3yveHns —
K MOHUMaHWIO, OT MOHMMaHNs —
K YMEHWI0», CTaBLLUM
PYKOBOACTBOM K LENCTBUIO

&2

TIOIyYMJIa TIPU3HAHUE U «B3POCIIOT0» YPO-
JIOTUYECKOTI'O COO0IecTBa.

B 1994 roxy E.JI. BurmtHeBCKOMY GBLIO IIpU-
CBOEHO 3BaHUe mpodeccopa, a B 2004-M —
3acay:keHHOro Bpada Poccuu. Erenuii Jleo-
HUZIOBUY 110 IIPABY CYUTALTCA OCHOBATEIEM
HOBOTO HaIlpaBJIeHUA B OTeYeCTBeHHOM
MeAUIIUHe — JeTCKOM HeMPOypOJIOTUH.
Ha IIPOTAMXKEHUU JOJITUX JIET HAYyYHAA U KIIU-
HUYecKas gesaTenbHOCTh E.JI. BummaeBckoro
ObUIA ITOCBAIIEHA U3YIEeHUI0 PACCTPOMICTB
YPOAVMHAMUKU HIDKHUX MOUYEBbIX ITyTel,
Gyiarofapsa yeMy MIPUHIUITHATILHO U3Me-
HWICA ITOAXOJ, K IMArHOCTUKE U JIeYeHUIO
JleTel C TIOPOKaMM Pa3BUTHA U 3aboyieBa-
HUAMY MOYEeBbIIeIUTeTbHON cucTeMbl. Ero
HUCCIeJ0BaHUA II0 TaTOPU3NOIOTUU Heflep-
YKaHMA MOYM ¥ OOCTPYKTUBHOTO MOYEHCITY-
CKaHWA, II0 MHEHUIO KOJUIET, B 3HAYUTEIb-
HOU CcTelleHU ollepeluu CBOe BpeMs:d
U HAIIOJTHEHbI NIyGOKUM CMBICJIOM, KOTO-
PBIH ellle IPeACTOUT B IIOJTHOM Mepe 0COo3-
HaTh ero IIOUIeJOBATEIAM.

COBMeCTHO CO CBOMM COPaTHUKOM U APYTrOM
co crygeH4Yeckor ckambu JI.B. IBaHOBBIM
OH pa3paboTayl OPUTMHATbHbIE HEMHBA3B-
HbIe METO/IbI UCCIIeZIOBAaHNA KPOBOCHA0XKe-
HUA MOYeBOrO ITy3bIps — PeoLMCTOIePBU-

®dorto 2. E.J1. BuiHesckuin (cnesa) n B6.C. lN'yces (cnpasa) — HayyHble COTPYAHVKN OTAENa
yponorum MHUW negnatpum n getckon xmpyprum (1973 rop)

M30TOITHOM JUArHOCTUKY IpU 3abosieBa-
HUSIX OPTAaHOB MOYEeBOM CHUCTEMEI Y leTel
U B3POCJIBIX).

B 1983 rozy E.JI. BumHeBCKMM 3aUTII
JOKTOPCKYIO AuccepTanyio «PyHKITMOHAIb-
Hble HapylleHUA HIDKHUX MOYEeBBIX IyTel
y IeTel (KIMHUKA, TUATHOCTUKA, JIEYeHUe)».
A B 1984-M yBUJeJ CBET IePBBIN KOJLIEK-
TUBHBIHN [TeYaTHBIN TPYZ, IO pe3yJIbTaTaM
MPOBEEHHOM paBOThl — KHUIA-CIIPABOYHUK
u3 cepuu «bUOGINOTEKa MPAKTUIECKOTO
Bpadar». OHa Ha3bIBaIaCh «/IMarHOCTUKA
YPOJOTUYECKUX 3a00/IeBaHUN Y eTeil»
(aBTOpBI: B.M. llep:xaBuH, E.JI. BuntHeBcKuii,

yponoruu Mockosckoro HUM neguatpun
U JeTCKoM xupypruu ¢ 1993 no 2008 roz.
ITo KoIM4YeCTBY M Ka4eCTBY IIPOBEAEHHBIX
B OTZeJIe Hay4HbIX UCCIIeI0BAHUM JaHHBINI
IIepUOZ, MOXKHO CM€JIO Ha3BaTh «30JI0TBIMY.
OCHOBHBIM BJOXHOBUTEJIEM, SHTY3UACTOM
U IYIIOM BCETO OTZeJIa OCTABAJICA OH — yiKe
GOJIBINION yYeHbIN, HO CKPOMHBIHN U yBJIe-
YeHHBIN cBOell paGoTol yenoBeK. I1ox
pyxosozacTBoM E.JI. BUITHeBCKOTO 3a1u-
LIEeHO 15 KaHJUAATCKUX U IIATh JOKTOP-
CKUX Juccepranuii. EBreHuii JleoHUm0BUY
cran aBTopoM 10 uzo6perenuii, 180 Ha-
YYHBIX IIyOJIMKaLUi, B TOM YUCJIe CEMU
MoHorpaduit, 60JIbIIAS YACTH KOTOPHIX

Korpaduro U peonersBUorpaduro. OtgaBas
JIOJDKHOEe HAayYHOM IIPO30PINBOCTH U Ge3-
YIIPEYHOMY METOLOJIOTUYECKOMY IOAXO-
ay E.JI. BumtHeBCKOT0, MHOTHIE YPOJIOTH
TIPUICOEIITHIUIVCE K ero paboTe, co6paB yHU-
KaJIbHBIM Hay4HBIM MaTepuail. B 2005 roxy
Ha IUIeHyMe POCCUMCKUX yposioroB E.JI. Bur-
HEeBCKUU BIIePBbIe BBICTYIIWI C JOKIAL0M
0 pe3y/IbTaTax MHOTOLIEHTPOBOTO KIMHIYe-
CKOTO MCUIENOBAaHUA B3POC/IBIX U IETCKUX
YPOJIOTOB, KOTOpOe GhUIO IOCBAIIEHO POJIU
Jedwuyta KpoBoobpamieHus B 6acceiiHe
COCYZIOB MaJIOTO Ta3a y MalleHTOB C IIaTo-
JIoTHe MOYeHCITyCKaHUA. B aToM fokiaze
OTYeTJIMBO IIPOCMATPUBAIVCh ITapaJlIeIn
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AKTYATIbHAA MNMPOBJIEMA

®doto 3. b.C. lN'yce. PagnonzotonHas naéoparopus

(1975 ropn)

®dorto 4. [NepBoe OTEHECTBEH-
HOEe PYKOBOLCTBO MO AETCKOWM
Henpoyponorum

®oto 5. E.J1. BULLHEBCKMIA BbICTYNAET Ha NieHyme
Poccuiickoro obLuecTtsa yposoros, r. ToMeHb
(2005 ropn)

®dorto 6. E.J1. BuuHesckui
(cnesa) n N.N. Npogeyc
(cnpaea) (1998 rop)

CO MHOTUMU aKTyaJIbHBIMU IIPOGIeMaMU
«B3pOwION» yposoruu. Iloxanyit, E.JI. Bu-
HEBCKU CTaJI IepBbIM YYeHbIM, CyMeBIIUM
pasmIAzeTh 00Ire KOPHU COBEPIIEHHO
Pa3HBIX, HA IEPBBIN B3IJIAJM, YPOJIOTHYe-
CKUX 3a00JIeBaHU, IOPAKAIOIIUX JleTel
U B3POCJIBIX.

Hay4Hble pa3pabOTKH 110 U3yIeHUIO HeHpo-
YPOJIOTUYECKUX MTPO6JIeM ITO3BOIIHN cHop-
MYJIPOBATh HOBYIO CTPaTeruio OKasaHUA
MeIULIMHCKOM IIOMOIIY JeTAM-MHBATAIAM.
B 1992 rony E.JI. BumineBckuiii u [LIL. [Tpogeyc
opranusoBaity Ha 6asze JJITKB N° 9 umeHnu
I'H. CrrepaHCKOro YHUKIBHBIN B MacIITabax
cTpaHsbI 1eHTp «IlaTomorusa MoYencIrycKa-
HUD, Ije COBEePIIeHCTBOBATIACH U OTTa4MBa-
JIaCh IIpeyIaraeMas CcreMa, KOTOPYIO MOYKHO
OBLTO ObI HA3BaTh MOIHBLIM HbIHE CJIOBOM
«MHHOBaLIMIOHHasA». BIiepBbIe B TOPOACKYIO
GOJIEHUITY HAYTU TIOCTYIIATh [T OKA3aHUS
MEeIUITNHCKON M peabuINTAIMOHHOMN
TIOMOIIIY IeTH Y IIOAPOCTKY BIUIOTH J0 18 JIeT.

A5

OKa3bIBaTh CUCTEMaTUYCCKYIO Ie/IeHaIIPaB-
JICHHYIO MeJULIMHCKYIO IIOMOIIb ThICAIAM
JleTel ¢ HeJlep:KaHNeM MOYHU, UHBIMM Pac-
CTPOMCTBaMU MOYEUCIyCKaHUA U 3HAYU-
TeJIbHO CHU3UTh YaCTOTy MHBAIUAN3ALNYI
nanueHToB. boree yem 20-1eTHAA UCTOPUA
coTpyZHM4YecTBa otAena EJI. BunraeBckoro
c kKadenpoii yposoruu, Bo3mIaBIAeMOlt aKa-
gemuxoM O.b. JlopaHOM, 0O3HaMeHOBaIach
BHeJIpeHNeM B JeTCKYI0 IPAKTUKY CIMHIO-
BBIX OIlepalMii, a OyYeHHbIe Pe3yIbTaThbl
JIO CHIX TIOD BBI3BIBAIOT HEIIOAeIbHBII UHTe-
pec IeTCKUX XUPYPIOB U yPOJIOIOB BO BCEM
mupe. C 2001 roza Ha peryJIsIpHOM OCHOBe
BOCIIUTAHHUKY Hay4YHOM IIKOJIBI Ipodec-
copa BUITHEBCKOTO NpeCTaBILAIN AOKIAbI
Ha MeXKIYHAPOJHbBIX IUICHYMaXxX U Che3zax
CIeNMAINCTOB. MHOTHE U3 HUX ABJIAIOTCA
WieHaMU aBTOPUTeTHBIX MHTepHAIlMOHAIb-
HBIX Hay4YHbIX coobmectB — ICCS, SPU,
EUPSA u np.

Jlo cBoelt koHYMHBI B 2011 roxy E.JI. Bum-
HEeBCKUI1 PyKOBOIWI LieHTpoM «[laTomorusa
MOYEUCITyCKaHUA», KOHCYJIBTUPOBAI GOMb-
HBIX, OTBe4aJl Ha IIMCbMa POAUTENIel] any-
€HTOB U3 APYTUX TOPOJOB, IIOMOTAJI KOJLIe-
raM 13 CaMbIX OTAAIeHHBIX YTOIKOB Poccum.
B cBOet Hay4HOI! ¥ TPaKTUYeCKOM eaTelb-
Hoctu npodeccop EJL. BunrHeBckuil Bcerna
PYKOBOJICTBOBAJICA B IIEPBYIO O4epe/lb NHTe-
pecamu GOIBHOTO.

P A\

®doto 7, 8. CotpynHuku LieHTpa OeTcKor yponornm-aHaponorum 1 naTonornm Ta3oBbIix

OopraHoB)

PemreHrie BOITpoCca 06 OYepPeTHOCTY STAIIOB
MeJUIMHCKON IIOMOIIY IPUHHUMAJIOCh
Ha OCHOBaHMM KOHCWIMYMa OPTOIIeJIOB, Heli-
POXMPYPIOB, YPOJIOTOB U APYIUX CIIeLIAIN-
croB. CtapanuaMU EBreHus JleoHugoBUYa
B Hallleli cTpaHe ObUIA CO3JaHa CeTh AaHAJIO-
TAYHBIX KJIMHUYECKUX [IeHTPOB IaTOJIOTUH
MOYEMCIIYCKaHUA, YTO JAJI0 BO3MOKHOCTD

COBPEMEHHbIV 3TAnMN

LleHTp IPOAOKAET CBOIO JeATeIbHOCTh
Ha 6aze [JIKB N° 9 umenu I'H. CrriepaHcKoro.
COTpYZHUKY LIEHTPA IIPOBOAAT OOIBIIYIO
Hay4YHYIO U IPAKTUYECKYI0 paboTy. 3a mo-
CJIegHYe TOABI BBINUIO HECKOJIBKO PYKO-
BOJICTB I10 JIEYEHUIO JIeTell C pacCTPOCTBaMU
Mouenciyckanvsa. OdpopmieHo 6oree 10 ma-

Hay4Hble pa3paboTku

Nno UCCNefoBaHMIO akTyarbHbIX
Herpoyposiorn4eckmx Npobnem
Nno3BONUMN chopMynmpoBaTb
HOBYIO CTpaTeruio okasaHus
MeOULIMHCKOW MOMOLLIN
JeTamM-uHBanuoam

TeHTOB B PocmiaTeHTe Ha CIIOCOOBI JIEUeHIL
JleTell C HelpOreHHbIM MOY€eBbIM ITy3bIpeM.
OcoBeHHO OTPaHO, YTO B 2017 TOAY BBIILIO
PYKOBOJICTBO I Bpaue «MueIoqyCIUIasus
y JleTell», COCTaBJIeHHOe BCEMU COTPYLHU-
KaMmu Kadep 1 HayYHBIX IO pa3eleHunl
Hamel PogyHEI, KOTOpbIe PasBUBAIOT OTeYe-
CTBEHHYIO JIeTCKYI0 HepOypOJIOTHIO.

Celiuyac TOTOBUTCA K BBIXOAY B CBET PYKO-
BOZICTBO JJIA Bpade¥ IIoJ| peJlaKkIiuel mpo-
(deccopor 1N.H. 3axaposoii u H.B. I'yceBoit
«MeTofbI AMaTHOCTHKU OPTaHOB MOY€BOM

SEAEPANLHOE MOCYAAPCTEEHHOE BIOAXETHOE
OBPA3OBATENLHOE YHPERNEHHE RONONHUTENLHOMD
MPODECCH ) r%smoemuﬂ
POCCHACKAR MEAWLIMI AKALEMUWSA HENPEPHBHOMD
NPO@ECCHOHATNEHOMO OBPA3 OBAHHA MMHKCTEPCTBA
3APABOOXPAHEHMA clr:ﬂcmﬁ DEJEPALINK

~ METO/1bI UCCNEAOBAHMA
HOB MOYEBO# CUCTEMBI Y JIETEH

®doTo 9. PykoBOACTBO Ans Bpayer nog,
penakumein npodgeccopos N.H. 3axaposoii
1 H.B. lN'yceBon «MeTogpbl AMarHOCTUKM
opraHoB MOYEBOW CUCTEMbI»

CHCTEMBD», B Pa00Te HaJl KOTOPBIM y4aCTBO-
BaJI OOJIBIIION KOJUIEKTUB aBTOPOB — IT€/IU-
aTpoOB, AETCKUX XUPYPIOB, He(QPOJIOrOE,
HEeBPOJIOTOB, TEHETUKOB U Bpave Jpyrux
CIIeIUATLHOCTEH, IPOJODKAIONINX JIeJI0
OCHOBOITOJIO}KHUKOB JIETCKOI HeMpOoypoIo-
U, YTOOBI IIOMOIIb JETAM CTaJIA elle 6ojee
adpeKTUBHON.

TPYOHbIVI OVATHO3

dnunentuyeckune saHuedanonaTum

4| Oxonuanue, Hauano Ha cmp. 4

Juta apyrux BPD co crienu@aHOM 3THOIIO-
el OoNTHMabHBIE ITOAXOABI K Tepaluu
TOJIBKO M3Y4YaloTCsd, XOTA B JINTepaType
MOYKHO HaWITH ONVIHOYHbIE OIMCcaHUA dhdek-
TUBHOCTH TOTO WJIM MHOTO ITperapara.

NEPCMNEKTUBbI NEYEHUSA

Kpome oT/ie/IbHbIX TPOTUBOCYAOPOXKHBIX
MperapaToB, AKTUBHO Pa3pabaThIBAIOTCS
METONUKY TeHHOU TePAITUH, IPSIMO WJIH OII0-
CpeoBaHHO HAIIpaBJIeHHbIEe HA U3MeHeHe
(yHKIIIY 6ETKOBOTO ITPOAYKTa reHa. Takue
Pa3paboTKU — pecypcoeMKue, TpeOyIoT IpU-
BJIEYEHUS OOJIBIIOTO YUC/IA CIIEIUATICTOR
M3 CMEKHBIX 00/1acTell ¥ HepeHTA0eTbHBbI,
TIOCKOJIbKY TAI[I€HTOB, KOTOPhIM HEO0X0-
JIUMO TIOOOHOE JIeueHue, MaJIo. DTO TpeOyeT
OT/IEJILHOTO BHUMAHWISI CO CTOPOHBI TOCYIap-
CTBAa ¥ HAYYHBIX KOJUIEKTUBOB. Ba)XHOCTH

JAHHOTO HallpaBJIeHUA MOXKHO IIPOWLIIO-
CTPUPOBATh UCTOPYEH pa3pabOTKU TepaIvy
JUI CIIMHQIBHOM MBIIIeYHOU aTpoduu
(CMA), m3MeHUBITIEH TedeHre 1 ICXOZIbI 3360-
JIeBaHM:A IIPY CBOEBPeMEeHHO HauyaToM Jieue-
HUY. BO3MOXXHOCTB Kap/ITHATBHBIM 00pa3oM
MOoAUMUITPOBATE GOJIE3Hb C IOMOIIBIO TeH-
HOM Tepanyy II03BOJIUT He TOJIbKO YMeHb-
IIUTH HArpy3Ky Ha CUCTeMy 34paBOOXpaHe-
HU 32 CYeT CHIDKeHUs UHBATUAV3ALNY,
HO U TIOBJIUATD Ha 3[[0POBbE HAITU B JIOJITO-
CPOYHOM TIepCIIeKTHBe.

B Mupe ecTb HeCKOJIBKO YJaYHO 3aBEPIIUB-
IITMXCSA IPIMEPOB ITaTOreHeTUIeCKOT0/3THO-
JIOTUYeCKOTO JIeYeHUA: MIIACeH I Hell-
POHAIBHOTO 1IePOUIHOTO JIUIO]YCIIMHO3a
(HLLI) 7-ro Tuna u bpunetipa mra HIVI 2-ro
tuna. Ceifyac ropaszio GoJbIlle Teparnes-

3apepxka
pasBuUTUS

pOBaHHOV Tepanuun Ha pasHbIX aTanax

CrapT nevenus

-—

PucyHok 4. Mogudmkaums TedeHns 60ne3Hn Npu UCnosib30BaHUN FeHOTUM-OPUEHTU-

> 4 PaHHss
mMoancrkaumns

.
7’

7
s

== [lo3aHsas

- Moamdukaums

TUYeCKUX OIIIUI HaXOLUTCA Ha dTalle pas-
PaGOTKY WM BBOZA B KIIMHUYECKYe UCIIbI-
TaHUA (HaIIpUMep, aHTUCMBICJIOBbIE OJIATO-
HYKJIEOTUABI I cuHApoMa [Ipase). Bor
royeMy KpaliHe BaXKHa KaK MOKHO Gosiee
PaHHAA JMAarHOCTUKA 3TUOJIOrUU DPY mia

Hayvaia CBOeBpeMeHHOU Tepanuu U yiIyd-
IIeHUA TedeHus: 6oe3nu (puc. 4). [loxoo-
HbIe NCUIeJOBAHNSA, KAK MeXyHapOJHbIE,
TaK ¥ MHULIMATUBHbBIE, IPOBOJATCA B Poc-
cuu Ha 6ase uHcTuTyTa UMeHu 10 .E. Beib-
TUIEBa



IleguaTpusda cerogua N°5 (30) 2023

KPYITIAA OATA

K nctokam ote4ecTtBeHHOW NyNbMOHONOMMMN OETCKOro Bo3pacTa:
K 100-neturo npocpeccopa C.HO. KaraHoBa

VicnonHunoce 100 net co HA pOXAeHWs1 BblaroLerocs y4eHoro, 3acjly>XeHHoro gesitesisi Hayku P®, goktopa meau-
UMHCKUX HayK, npogeccopa Camymnna KOpbeBnya KaraHoBa — 04HOro M3 0OCHOBOINOJIOXKHUKOB OTEYECTBEHHOM reava-

TPMYECKOU MYSIbMOHOJIOMMMU.

lOpwui
4, Jleonnposny
" MUBEPHULIKAW

J.M.H., npocbeccop, 3acny>XeHHbIn paboTHWK
3ApaBooxpaHeHns Poccum, 3aB. OTAENOM XpPOHUYe-
CKVX BOCMANIUTENbHbIX U annepruyeckmx 6onesHei
nerknx HUKW negnatpum 1 geTcKon Xmpyprm
nmeHu akagemuka tO.E. Benbtuwlesa ®rAQY BO
«PHUMY umenun H.W. MNuporosa», pykosoauTesns
J1eTCKOro Hay4HO-MPaKTU4ECKOro MysIbMOHOMOrYe-
CKOro LieHTpa, 3aM. npefAceaTens coBeTa o aTvke
Mwun3zgpasa Poccun, Mocksa

EnnszaBeTa
CepreeBHa
PbIHFTAHYEHKO

MnagLumnii Hay4HbIR COTPYAHMK OTAENa XPOHUYECKNX
BOCMASIMTENbHbIX W annepruiecknx 60ne3Hemn nerkmx
HWKW nepmatpum n OeTCKON X1pypruv UMeHn

akapgemuka HO.E. Benstuwesa ®rAQY BO «PHAMY
mmeHn H.W. Muporoea» MuHagpasa Poccun, Mockea

Camym IOpreBrrd Karanos (doto 1) popmica
11 CeHTH6pH 1923 roga B ropoge 30J10TO-
Homa JIHeNpoIeTpOBCKOM obiactu (YKpa-
nHa). Cpasy nmocsie OKOHYaHUA B 1941 roxy
cpenHed mkonbl N° 379 B MocKBe OH GbLI
IIPU3BaH B JlelicTByIoNyI0o apmuto. ITocie
KOPOTKO¥ y4ue6nI B BricimeM BOeHHO-
MOpCKOM yuwtuiie (1941-1942 rogpl) yua-
CTBOBAJ B COCTaBe 6aTaJbOHA MOPCKOM
rrexoTsI B 60sx Ha CeBepHOM KaBkaze, rje
y cesleHNA MalipaMaar IOJIy4iI TshKestoe
paHenue (poto 2).

®doto 1. C.I0. KaraHos (1998 roga)

B 1948 roxy ¢ ommmryreM OKOHYWI [lepBhIi
MOCKOBCKUIT METUITTHCKUI MHCTUTYT IMeHU
.M. CeuenoBa. C 3TOro MOMeHTa BCA JIb-
Hetimast »xu3Hb C.10. KaraHosa 6bU1a cBsI3aHa
¢ MOCKOBCKHM HayqHO-UCCIE0BATeIbCKUM
UHCTUTYTOM IIeUaTPUU U AeTCKOM XUPypruu
(apIHe HVIKW nemuaTpuy U IeTCKOM XUPYp-
ruy umeHu akagemuka lO.E. BeisTumena

®I'AOY BO «<PHVIMY umenu H.U. ITuporosar
Mumnszapasa Poccum), B KOTOPOM OH IIPOIIeNT
IyTb OT OPAMHATOPA 0 PyKOBOAUTEJIA OT/esa
IIyJIbMOHOJIOTMHY, OCTaBasACh HA 3TOM OTBeT-
CTBEeHHOM 1OCTy 1o 2003 roga. B Tedenue psaga
et (1966-1969) Camywut FOpreBId ObUT Tak-
JKe 3aMeCcTuTesIeM AUPeKTopa MHCTUTYTa
TI0 HayKe.

Bo MHOrOM 6:;1arOaps €My IyJIbMOHOJIOT VA
JIleTCKOro Bo3pacTa o(pOpMUWIach B CAMOCTO-
ATeJIbHOE Hay4yHoe HampasieHue. Camymia
IOpreBuua Karanosa no npaBy CUATAIOT
OIHUM 13 OCHOBOIIOJIOXKHUKOB OTedeCTBeH-
HOU Ie[aTpUIecKoy MyJbMOHoIoruu. Ero
Hay4YHbIe TPYAbI ITIOCBAIIEHbI BOIIPOCAM
JUAarHOCTUKM, TTaTOreHe3a, KIMHUKY U Jie-
YyeHUA IHEBMOHUU, OCTPBIX U XPOHUYe-
CKUX UH(EKIMOHHO-BOCTIAIUTETBHBIX, a TaK-
JKe AJUIePTUYecKUX 3a00IeBaHUN JIETKUX
y AeTell, BpOXKIeHHBIM U HaCJIe[ICTBeHHbIM
IIOPaKeHUAM OGPOHXOJIETOYHOU CUCTEeMBI,
OpraHu3anyy OyJIbMOHOIOTHYECKOM IIOMO-
1Y ZIETSIM, TIpoGyieMaM KIMHUYECKOU dap-
MaKOJIOTUM, PYHKIIMOHAJIBHOU JUATHO-
CTUKU U 5KOIIaTOJIOTHHU JeTKuX. Kanguznat-
cKad (1952 rox) u JoKkTOpCcKaA (1965 rox)
JUCCepTaluy CBsA3aHbI C IpobIeMaMu
XPOHUYECKOU THeBMOHUM, yieHoe 3Ba-
HUe nmpodeccopa IPUCBOEHO OBLIO eMy
B 1966 roxay.

3HaYMTe/JbHAA YaCTh MATOJOTHUHU JETKUX
y Jetei B 1950-1960-e rogpl MOIJIOIIAIACH
OOIIVIM TEPMUHOM «XPOHUYECKUe HecIre-
nuduyecKue 3a60IeBaHUA JIETKUX». IMeH-
HO C.IO. KaraHOBBIM U €0 COTPYAHUKAMU
OBbUTH 3JI0’KeHbI ¥ BHEIDEHbBI B IIPAKTUKY
OCHOBBI UX Au(depeHIUaTbHON JUarHo-
CTHUKU, TI03BOJIMBIIIIE BHIWIEHUTE U3 OOLIE
Macchl LIeJIbIN pAJl paHee HeAMarHOCTHPO-
BaBITUXCs 3a60JIeBAHUN BPOXKAEHHOM,
HaUIe[[CTBeHHOM, aJulepriuiecKol U UHOMI
IIPUPOAHL. BuepBhle y AeTeli ObUT OMUCAH
aJUTepruyecKuil 6pOHX0JIeTOYHbIN aciep-
TWUIe3, TUIepYyBCTBUTEIbHBIN THEBMOHMUT,
Hayaia y)Ke B paHHeM BO3pacTe ANarHOCTH-
POBaThC GPOHXUATBLHASA aCTMA.

Ba)XHBIM BeKTOPOM Pa3sBUTUA QPYHKIHO-
HaAJIBHOU AVAaTHOCTUKU CTaJIa peCcIupaTop-
HafA aKycTtuka. Metoz 6pouxodoHorpaduu
(xkak omHO U3 ee HAIPAaBJIeHUI) 3apOAWICA
IIPY HEIIOCPEACTBEHHOM aKTUBHOM y4aCTUN
apodeccopa C.}O0. Karanosa. Bmecre c yue-
HbIMU MO 1M ObLI IOJIy4YeH ITaTeHT Ha
«Cr1oco6 perucTpanyuy BbICOKOYaCTOTHBIX
JIbIXaTebHBIX IIyMOB». B HacTosImee BpeMs
9TO HaIlpaBJIeHUe aKTUBHO U yCIIELIHO
pasBUBaeTcA B Halllel cTpaHe IIPU y4acTUU
npodeccopa H.A. Ternme u Jpyrux ucciaefo-
BaTeJiel, Haxofig Bce OosIbIllee BHe[peHUe
B IIPAKTUKY.

CamyntoM IOpreBUYeM U €ro COTPYSHUKaMU
paspaboTaHa U yCIIeIHO peaIn30BaHa Bee-
poccuiicKad KOMIUIEKCHAA IieieBad HayJHO-
IpaKTHUYecKas nporpamma «CHIDKeHUe
CMEepPTHOCTH JieTell OT THeBMOHMI» (1984—
1990 rozpl), IaBHAA 337;ada KOTOPOU COCTO-
fUIa B IMKBU/IALIAY ITHeBMOHUY KaK BeyIen
TIPUYMHBI MJIaleHYeCKOM cMepTHOCTH. Ee
TIOKasaTey CHUSWIVChH TOIZIA B 2,5 pasa, yTo
OBbUIO OOMBIIM ycIexoM. Tak 6bUTO0 0KA3aHO,

YTO ITHEBMOHVIS SIBJIAAETCA YITPABJISIEMOM IIPY-
YUHOM JeTCKON CMePTHOCTH.

B 1973 roxy Ha KIMHUYECKO 6ase [eTCKoi
MHGEeKIIMOHHON 60bHUIIBI N2 30 (11037-
Hee — N° 12) MOCKBBI 6BUIO OTKPBITO II€p-
BOE B CTpPaHe OTAeJIeHUe PeCIIUPATOPHBIX
JUIepro30B JUIA leTell paHHero Bo3pacTa.

Msuoro BauManusa C.10. Karanos yzenan
BOCIIUTaHUIO HAyYHBIX KaZipoB (doto 3). Im
CO3/laHa KpyIlHaA IIKOJa IIeJuaTpoB-
IIyJIbMOHOJIOTOB. [Ipy €ro HayYHOM KOHCYJIb-
TUPOBAHUY U (WIN) PyKOBOZACTBE 3aIIUIEeHO
63 muccepTanuu (B ToM yucie 13 JOKTOp-
CKUX), TOCBAIEHHBIX aKTYaJILHBIM IIPOOJIe-
MaM IefuaTPUYeCKOU IIyJIbMOHOJIOT Y.
Cpeznu ero yueHUKOB — IIpoeccopa, pyKo-
BOAUTENU KadeAp MeJUITUHCKAX UHCTUTY-
TOB U OTJIeJI0OB HAYYHO-MCCIIe0BATeTbCKIX

UHCTUTYTOB.

®doTo 2. KypcaHT BOEHHO-MOPCKOro
yavnuwia (1941 rop)

C.JO. Karanoe — aBTop Gostee 250 myoinKa-
IUU, B TOM 4YUCIe ceMU MoHorpaduu
u yeTbIpex usobperenuii. Tpyzer C.10. Kara-
HOBa OTJIMYAIOTCA IMUPOKUM OXBaTOM IIPO-
6J1eM, aKTYaJIbHOCTBIO, GyHIAMEeHTAIbHO-
CTBIO, TECHOM CBA3BIO C IPAKTUKOMU 3/[paBo-
oxpaHeHUA. ETo MM XOpOIIO U3BeCTHO KaK
B Hallle¥i CTpaHe, TaK U 3a ee IIpe/ieIaMHU.

IIo ero naunaTuBe Munsapasom Poccuu
Ha 6a3e OTAeIeHN MYJIbMOHOJIOTVY UHCTH-
TyTa ObUI OPraHu30BaH JleTCKUN Hay4-
HO-IIPAaKTUYEeCKUN MyJTbMOHOJIOTMYeCKUN
I[eHTP, Ha4aJIu IPOBOJUTHLCA eKeroJHbIe
BbIe3HbIe MeXperuoHajabHble HaydHO-
IpaKTU4ecKue KOH(epeHIUY 10 aKTyasb-
HBIM IIpo0GieMaM 3200JI€BAHHI OPTaHOB
JIbIXaHUA y IeTel U IOAPOCTKOB, ¢ 2001 rozga
u3JjaeTcs JeTCKUY MyJIbMOHOJIOTYeCKUN
eXxerofHuK «[TyJIbMOHOJIOTMA IeTCKOTO BO3-
pacra: mpo6JIeMbI U pellleHU».

ITpodeccop C.IO0. KaraHoB Ha IpOTSKeHUU
30 jyeT (1962-1992) GBI OTBETCTBEH-
HBIM CeKPeTapeM PeAKOJUIeTMH KypHaa
«BOIIPOCHI OXPAaHBI MATEPUHCTBA U JETCTBAY,
a B 1992-2002 rogax — 3aMeCTUTeIeM IJIaB-
HOT'O peJlakTopa >XypHaya «POCCUNCKUN
BeCTHUK II€pUHATOJIOIMU U NeAUATPUMY,
YWIEHOM PeAKOJUIeInHy KypHaia «IIyneMo-
HOJIOTHA.

C.I0. KaraHoB opraHn30Baj U BO3IJIaBUI
IIyJIbMOHOJIOTMYECKYI0 CeKLII0 MOCKOB-
CKOTO 00IIecTBa AeTCKUX Bpadel. ABTOpU-
TeT C.IO. KaranoBa Bcerga nmpusjeKasl
K HEeMY eJITHOMBIIIUTEHHUKOB, KOJLIET, COOU-
PAaBIIMXCA BOKPYT CBOETO YUUTELA.

C.}O. KaraHOB Harpax/ieH LIeJILIM PsAIoM Goe-
BBIX U TPYAOBBIX TOCYIapCTBeHHBIX Harpaj,
a B 1994 rozy yooCTOE€H 3BaHUA 3aC/IyKeH-
Horo fAesares Hayku Poccun. Ymep C10. Kara-
HOB Ha 82-M roay »usHu 27 uroHsA 2005 rozaa.

®doto 3. O6xoabl Nnpodeccopa C.H0. KaraHoBa B knnHuke (1960-e 1 1980-e roppl)

PazpaboraHHON UM KIaccurKanyei 6poH-
XUATBHOU aCTMBI y JleTell IoJITYe TOAbI IOMb-
3oBanuch neguatpsl CCCP. Ilpu nogmepxke
axkagzemuka A.I. UyganuHa nof pyKOBOZ-
crBoM C.IO. Karanora u H.A. l'eritie co3maHa
nepBas HallMOHAIbHAA IIporpaMma «bpon-
XUaJIbHAA acTMa y feTeli. CTparerus: jeJe-
HUA U TPOQIUIAKTUKAY, TTO3BOJIUBIIAS YHU-
(puUMpoBaTh MOAXOABI IeANATPOB K 3TOMY
3aboseBaHuio (1997 rop).

C.}O. KaraHOB ObLT MHUITIATOPOM Pa3BUTHUSA
HOBOT'O OOJIBIIIOTO HAaIPaBJIE€HUI — KO-
aTOJIOTUU B IIYJIbMOHOJIOTUU JeTCKOTO
BO3pacTa.

C.JO. KaraHOB 6bUI IIPEKPAaCHBIM BPadoM,
IpeJleJIbHO BHUMAaTeIbHBIM U YYTKUM
K OOJIBHBIM JIeTAM U UX POSUTEAM. DTO-
r0 TAJAHTINBOTO, KPUCTAIHLHO YeCTHOTO
U My>XeCTBEHHOT'O YeJIOBeKa CPaBHUBAIN
C «GOJIBIION MIBIOOY HAa TOPU3OHTE OTede-
CTBEHHOM ITyJIbMOHOJIOTUH JIETCKOTO BO3-
pacrar. MyapocTh, IpUHIMIINAIbHAA TPe-
60BaTEILHOCTh U OZHOBPEMEHHO J00PO-
YKeJIaTeJIbHOCTh POXKIATIY K HEMY B CepALIax
OKPYXKaIOLTVX JIIOfel 3acIyKeHHOe yBaXke-
HYe U JII000Bb.

B KaHyH CTOJIETHS CO AHS POKIEHUS Yau-
TeJIA MbI C [Iy0OOKOM OJIar0fapHOCTHIO BCIIO-
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®oTo 4. C.10. KaraHos ¢ ero yyeHukom FO.J1. MuzepHuLKmm,

r. YenabuHck (1992 rop)

®doto 5. C.10. KaraHos 3a paboToii B CBOeEM KabuHeTe

(2000 rog)

MUWHaeM ero HaHyTCTBI/IH 1 9YTUM I1aMATHb
(doto 4). Yuenrim coBetom HUKU nesma-
TPUU U I€TCKOU XUPYPrUU yTBepKIaeHa
e)kerofHas mpemMusa UMeHU Irpodeccopa
C.10. KaraHoBa 3a 3Ha4MMBbII BKJIAJ, B pas-
BUTHE OTeYeCTBeHHOU NeauaTpuiecKon
IyJIbMOHOJIOT M.

Jaxke Oyfydy BHe PaMOK MHTEpHETa, B YCJIO-
BUAX TPYAHONOCTYITHBIX MEXIYHAPOSHBIX
6a3 JaHHBIX, HA OCHOBAHNY KIMHIIECKOT'O
YyTbA OH IIPEIBU/IEN ITePCIIEKTUBHI Pa3BU-
TUS [ETCKOU IMyJIbMOHOJIOTUY HAMHOTO
JIJIbIIIe, YeM UHbIe 3apy0eKHbIe 3CKYJIAIIbI
TOTO BpEMeHU.

Camywt FOpbeBUY — BeTepaH M UHBAIU/,
Besmmkor OTedecTBeHHOM BOMHBIL. OH ObUI
GOJIBITTIM MTATPHOTOM CBOEI CTPaHbI, BCerma
BOCITUTBHIBABIINM CBOVX YUEHUKOB B JTyXe
BBICOKOTO ITpodeCCHOHAIN3MA U YeJIoBeye-
CKOU IOPAAOYHOCTY. 3HABIIME €ro JUIYHO
BCera OTMeYaIN TOHKOe YyBCTBO IOMOPa,
KOMMYHUKA0eIbHOCTb, OTKPBITOCTH HOBBIM
esIM U KOJIOCCATTLHOE TPYAOIIO0Ue 3TOTO
YesioBeKa ¢ GObIION OYKBBI (POTO 5).

®doTo 6. CoTpyaHnkn otgena nyfbMOHONOrMM MHCTUTyTa (2023 rof)

KOHI'PECC-XOJ1

Io6pas mamats o Camymie IOpreBuye Kara-
HOBe 6epeXHO COXPaHAETCA B CepAIaxX KO-
JIeT ¥ y9€HUKOB, BCeX 3HABIIUX €T0, a I
IOCHeAyIOIMUX IOKOJIeHUI Bpadyell ero
JKU3Hb ABJLIETCS SIPKUM IIPUMEPOM CITyKe-
HUSA TTeIUaTPUMN.

Hecmotps Ha T0 yT0 C.}O. KaraHoBa y:xe HeT
C HaMU OKOJIO 20 JIeT, ero UM IIPOAO/KAET
3BYy4aThb, BbICKa3aHHbIE M B CBOE BpeMs
CyXIeHIA O HalIPaBJIEHUAX U IIePCIIeKTUBAX
PasBUTHUA IIyJIbMOHOJIOTUY AETCKOIO BO3-
pacTa CTAaHOBATCA PeaIbHOCTBIO Ha HAIIUX
IIa3ax, C yCIIeXOM Pa3BUBAeTCA CO3aHHAA
UM IIKOJIa YIeHUKOB U IocjIejoBaTesell.

YCWwmsaMy y9eHUKOB IIPETBOPSIIOTCA B KU3Hb
uzeu C.JO. KaranoBa B OTHOIITeHNY Pa3BUATUA
TaKUX HaIlpaBjeHU! MyJIbMOHOJIOTUM, KaK
pecrupaTropHas aKyCTUKa, MHTePCTULIN AL
HbIe ITOPAKEHUs JIETKUX, POJIb TPUOKOBOM
CeHCHOMIM3AINY B XPOHUYECKOH ITaTOIOTUH
JIETKUX y JeTel, TPyLHbIEe A JedeHUs
(opMBI GPOHXUATTLHOM aCTMBbI, TUIIEPIYB-
CTBUTEIbHBIN ITHEBMOHUT, HACTIE/ICTBEeHHA
TIATOJIOT YA JIETKUX, IIOCTKOBUIHBIN CTHAPOM
U ap. PazpabareIBaloTCAa HOBBIE METOZBI
(YHKITMOHATBLHOW JUATHOCTUKU.

Muorue unen C.JO. KaraHoBa oka3ajiuch
TIPOBUTYECKUMU, OIIPeJIeJINBIIMMU Pa3BU-
THe IIyJIbMOHOJIOTHH JIeTCKOTO BO3pacTa
Ha rozel Buepe/. [IpomomxaeT ycnemni-
HO paboTaTh CO3MAHHBIA UM CTapeNIINI
B CTpaHe OTJeJI ITyJTbMOHOJIOTIA UHCTUTYTA,
YCIIEITHO pa3BUBAETCA CTOJIb BaXKHOE [T
KJIVHUYEeCKOU MeIUITUHbI HallpaBjieHue,
Kak IefiuaTpuyecKas MyJIbMOHOI0TUA. [1of,
PYKOBOZACTBOM 3aC/Ty>KEHHOTO pabOTHUKA
3apaBooxpaHeHUusa Poccuu npodeccopa
I0pus JleoruaoBuya MusepHUIIKOIO, CMe-
Husmiero Camywna FOpreBruya Karanosa
Ha IIOCTY PYKOBOAUTEJIA OTAEIA, 3alIUIIeHO
6oee 30 KAaHAVJATCKUX U JOKTOPCKUIX JIVIC-
cepTanuii, IPOXOAUT IOCIeJOBaTeIbHbIe
CTyIIeHU ITpo(deCcCHOHAIBHOTO POCTa IieIas
IWIesia MOJIOJBIX UccIenoBaTesei (hoto 6).
Vi3maH pAf aKTyaIbHbIX MOHOTpadUii.

Cnucok aumepamypbl Haxo0umcs 8 pedaxyuu

FeHOM nNpoTuB JK30Ma: HOBbIN YPOBEHb

B maprte TekyLyero roga Hay4yHo-nccnenosatensCkuii KimHmn4eckumii nHetutyT (HUKW) neguatpum v getckou xmpyprim
nmenn akagemuka f0.E. BenbTyLyesa BbICTYrnn coopraHn3aTopom Il Bcepoccuiickov HayYHO-NpakTn4eckor KOHge-
PeHUMU ¢ MexX[yHapoaHbIM yHactnem «OpgbaHHbIe 3ab0n1eBaHus: MPOLLIIoe, HacTosLyee, byayLyee», KOTopas npoLusa

B KOHrpecc-LieHTpe Ce4eHOBCKOro yHuBepeuteTta.

B opraHunsauum n nposefeHMn MEPONPUATUSA NPUHANK ydacTue
ONPEKTOp MHCTUTYTa nmeHn Benstuiesa [1.A. Mopo3sos, ero
3amecTuTenu No Hay4Hom pabote B neguatpun — B.B. [inuvH,
no TpaHcnsumMoHHon meguumHe — B.1O. BonHoBa, a Takxe 3aBe-
OyoLwmn naéopaTtopuen MoneKynsapHOM LUMTOreHEeTUKM HEPBHO-
Nncuxu4eckmx 3abonesaHunii MMeHn npodeccopa C.IM. BopcaHo-
Bon U.10. IOpoB, BedyLniAi Hay4HbI COTPYAHUK OTAENEeHUs
HacCneACTBEHHbIX U MPUOBPETEHHbIX HONE3HEN NOYEK NMEHN
npogeccopa M.C. UrHatosown C.J1. Mopo3oB, na6opaHT-
vcenegosaTtesb n1abopaTopumn KNMHUYECKON reHOMUKU U BUOUH-
dopmatukn M.A. MapdeHeHkKo.

B pamkax koHhepeHLMn CoCToANoCh 06CY>XXAEHNE KITMHUYECKNX
clny4aeB, COBPEMEHHbIX TEHAEHLUMA Pa3BUTUS N MHHOBaLUWIA
B 06nactu reHetukn. Cneumanuctel HUKN nvexn Benstuulesa
npeacTaBwnM Aga nneHapHbix goknaga. [JJokTop MeamuuHCKUX
Hayk O.C.po3HoBa nogHsna Bonpoc 06 onTMManbHOCTU NpoBe-
[EHVS NONTHOreHOMHOr0 CEKBEHMPOBaHUS MPU HACNEACTBEHHbIX
3aboneBaHusix y aeTen, a npoceccop B.HO. BonHosa pacckasana
06 onbITe 1 NepcneKTUBax NaToreHETNYECKOro neveHns opdaHHbIX
3aboneBaHUn B UHCTUTYTE UMeHN Benbtuwlesa. Ero Hay4Hble
COTPYAHMKM 06CYannmM Takxe TeMbl «DyHaaMeHTasnbHbIe Uccne-
poBaHusA opdaHHbIX 6onesHen» n «MonekynapHas UnTo-

reHeTuKa — ,,HOBOe CTapoe” U3MepeHne MeEQULIMHCKON FEHOMUKM.
[unarHocTuka HanpegyanLmx 6one3Her». Yyactne B KOHheper-
LM MPUHSAN HehpoNorn NHCTUTYTA, NPeACTaBMBLLNE PSR AOKNA-
OB Ha caTenuTHbIX 3acedaHnsx «HacneacTBeHHble 3a6oneBaHns
B Hedpponorum», «CuHgpomarnbsHas naTonorus no4ek», «Hedpo-
naTM4eckum LMCTUHO3» N «X-CLUEnSIeHHbI AOMUHAHTHbBIA MMMNo-
hochaTeMUYECKUIn paxmT».

MonofbIM y4eHbIM-reHeTuKam Gbinn NpUCY>XAeHbI NpemMun 3a nyy-
Lume Aoknagbl Ha KoHbepeHuun. Jlaypeatamu ctany nabopaHT-
ncenegosaTenb nabopaTtopum MONEKYNAPHON LUTOreHeTn-
KN HEPBHO-NCUXNYECKNX 3a60neBaHuii UMeHn npodeccopa
C.I". BopcaHoBoi H.C. fIkyueB n na6opaHT-uccrnegoBaTernb
naéopaTtopun KNMHUYECKOM rEHOMUKU U BUOUHDOPMATUKIN
M.A. MNapdeHeHko.

CocTosnacb UHTEpeCHeNLwan auckyccus B doopmate 6aTtna
«[[eHOM NpOTMB DK30Ma: HOBbIN YPOBEHbL>», B XO[E KOTOPOW BEQY-
LLme aKcrepTbl B 0611aCTV FrEHETUKN NPeACcTaBuv NpenmyLLecTsa
1 HeloCTaTKM BYX COBPEMEHHbLIX METOOB ANArHOCTVKMN Hacnen-
CTBEHHbIX 3aboneBaHuii. CneumanncTbl 06cyaunm Lenecoobpas-
HOCTb MCMOb30BaHWUs NMOSIHOMEHOMHbBIX OaHHbIX B KITMHUYECKOWN
npakTuKe.

Cam 6aTTn Npoxoaun cnegyrLmm o6pasom. CrneumanncTsl
B 06/1aCTVN reHeTUYECKOM ONArHOCTUKK pa3aenmnunuce Ha gee
KOMaHAbl — CTOPOHHVKOB CEKBEHMPOBaHMWS 3K30Ma (onpepenexHus
reHeTu4eckmnx noepexaeHuin B IHK) 1 anonoreToB NonHOro cexkee-
HUPOBaHUS reHoma (TOYHOro aHanu3a BCero reHoma naumeHTa).
Kaxpgas rpynna npmeena o60CHOBaHWS CBOEN NO3ULMK 1 NpU-
BneKna kK obcyxaeHuto cnywarenei. Mogeparopamu guckyccum
cTanu rnaeHbIA HaYYHbIA COTPYAHUK OTAeNna KIMHUYECKOM reHe-
Tnkn HNKM nmenun BenbTuiesa AOKTOP MEOULIMHCKUX HayK
B.1O. BovHoBa v cTapLumii Hay4HbI COTPYAHMK nabopaTtopum
reHetu4deckon anmgemumonornm MIrHL, nmenn akapemunka
H.M. BoykoBa KaHAuAAT MeguUMHCKNX Hayk A.B. MapaxoHos.

He6atbl ABUNUCL NPOAOIMKEHNEM U aKTyanm3aumen gUCcKyccum,
koTopas coctoanack Mexay reHetmkamv HUKN nvenn Benbtu-
wesa, MMHL, nmeHn akagemuka H.IN. BoukoBa 1 psiga BegyLmnx
reHeTuyeckux naéoparopui etie 8 2019 rogy. Toraa y4acTHUKK
6aTTna Toxe BeCbMa akTUMBHO 06CY>XAanu [OCTOMHCTBA U orpa-
HUYEHWS KaXKA0ro U3 METOA0B, B TOM Ymncrne 3dheKTMBHOCTL Npu
nocTaHOBKe AnarHo3a 1 oMHaHCOBbIE 3aTpaThbl.

Ha KoHdepeHUmMn Takxe 3aTPOHYNM BOMPOChl COBPEMEHHbIX TEX-
HOMMOrU B AMarHocTrke opdaHHbIX 3a6onesaHunii, NepcoHndu-
LUMpOBaHHOro noaxofa K ux Tepanuu, MeamKo-reHeTM4eCcKoro
KOHCYNBTUPOBaHWS, PENPOLYKTUBHbIX TEXHOMOTUIA, peabunuraumm
1 MHorne gpyrue. CocTosinncb pastopbl CNOXHbLIX KMMHUHECKUX
Cny4aeB 13 NPakTVUKMN CNeLManncToB, KPYribii CTONM NO NPEKOH-
LIeNUMOHHOMY CKPUHUHTY (FEHETUHECKOMY 06CNefoBaHMIo nap,
NNaHNpyoLWMX 6epeMeHHOCTb, AN NPOUNAKTUKM POXAEHNA
eTel ¢ HacneacTBeHHbIMU 3a60M1eBaHNAMM).




Kak npaBu/ibHO HanucaTb
Hay4HYyl0 MeAULUHCKYIO CTaTbliO

Hayy4Has cmambs —3mo aBmopcKoe npou3BedeHue, onUChkIBatoujee pesyAibmambl UCCNe00BaHUS, BbINONHEHHO20
B paMKax Hay4H020 Memoda, npowieduiee npoyedypy SKCNepmHo20 peyeH3upoBaHUs U onyb6aUKOBaHHOE
B NpOeCcCUOHA/IbHOM HayYHOM U30aHuUU. TaK KaK JKe oHa nuwemcs?

MNepep TeMm

KaK Ha4artb,
BCMOMHUTE

06 OTBETCTBEHHOCTU
3a 7O, O YeM
cobupaeTtechb
coobWnThL

lluar|01

OTBeTCTBEHHbIN
noaxoa

A Hukonait BaagummnpoBuy
XXYKOB,

A.M.H., npodeccop, pyKoBoauTe b oTAena
MeXAnCLUMUNAMHapHOW oHkonorum ®reyY « HMUL
[\eTCKOW reMaToNoru, OHKONOT N U UMMYHO-
norumn umenn imutpua Porayesa» MuHsgpasa
Poccuu, rnaeHbIi peaakTop rasetbl « OHKONOMMA
cerogHa».

P ———

Beab nybankauum:

v O6LIJ,ep,0CTyI'IHbI v MOCTOAHHbI v CIy>aT NICTOYHUKOM

(4epes N HEU3MEHHBI. BTOPWUYHBIX
WHAEKCUPOBaHMe, Bbl He cMOXKeTe ny6nKaLni.
LMPKyAsLmIo nepenucaTb Uan Ha Baw maTepuan
XKYpHanoB, 0T03BaTb 06paTHO 6yAyT ccblnaTbes
OHNaMH-AoCTYN TO, YTO yKe aBTOPbI APYrUX

OHM ByayT ony611KoBaHO, KpoMe cTaTei, npoMo-
OTKPbITbI A4N1A OTAe/IbHbIX C/Ty4aeB MaTepuasioB KOMMaHUM
yuTatenen peTpaKLmmM TeKcTa 1 MoHorpaduin.

A/NVTeIbHOE BpeMms);

ANA ucnpaeaeHuA

AaHHbIX, HO 3TO
NUCKNO4YUTEIbHaA

npoueaypa;
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Bbibop
Ha3BaHUA

4

Ha3sBaHuAa cTaTten

MpuaymariTe 3aros0BOK CTaTby.

Begb kak Bbl 104Ky Ha3oBeTe,

TaK OHa M NON/bIBET. 3aro/sI0BOK
AO/KEH 6bITb KpaTKUM (He 6onbLue
10-12 cnos, cTaTbym C ANAMHHBIMU
Ha3BaHWAMU pexe NpoCMaTpUBaLOTCS

U CKauMBaKOTCA), YeTKMM (OTpaatowmm
rNaBHYO TeMy CTaTbm), MHGOPMATUBHBIM,
6bITb MOHATHBIM CreLManncTam 13 Apy-
rmx obnacren, cofepaTb OCHOBHbIE
KAtoyeBble c10Ba (6yKBasbHO OAHO MK
ABa) 1 06x0aMTbCA 6e3 ab6peBnatyp
(3a uckntoueHneM obLENPUHATDIX).

Mo copepr«aHuto:

v [EK1apaTUBHO-OMUCaTENbHbIE;

v HelTpasibHble (B 06WMxX C10Bax);

v BOMpocuTesibHble (MOAXOAAT A5 0630POB 1 pelaKLMOHHbIX CTaTen).

Mo rpaMMaTUyecKoil CTpyKTYype:

v NPOCTOe HOMUHATMBHOE Npej/oXeHune, Hanpumep «[lepesioBble METOADI
BU3yanusaLum B COCYAUCTON XUPYPrumn»;

v NPOCTOe HOMUHATMBHOE NpeA/oXKeHne U3 ABYX YacTen: «OpdaHHble 3aboneBaHus
Y AeTeii: 0 TPYAHOCTAX ANArHOCTUKUY;

v MOJIHOE Npe//IoKeHne C NoANeXalMM U CKazyeMbiM: «MobubHbIe TeXHONOT K
CTOAT Ha CTPae 3/,0pOBbA feTeil C 6POHXMANbHON aCTMO: TeXHUYecKue
acneKTbl U NePCNEKTUBLI MPUMEHEHUA.

o
CocTaBbTe aHHOTaLMIO.

3T0 OCHOBHOW NepBOHAYa/IbHbIN
NCTOYHMK MHOpMAaLUM

0 CTaTbe, KOTOPbIN XUBET
OT/Ae/IbHON }U3HbIO, By Ay4m
pasMellieHHbIM BMecTe

C APYr“MM MeTajaHHbIMM

Ha 3/1eKTPOHHbIX pecypcax.

war | 03
AHHOTaUuAa
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CoBeT: cocmasums
aHHomauuto bydem

/1e24e noc/ae mozo,

KaK Bbl Hanuweme cmamato.

AHHOTaUuMA fONKHa:

v 6bITb KPaTKON — v COAEPaTb BbIKUMKY v 06x04NTbCSA
MaKCUMyM CTaTbu, AOC/IOBHO 6e3 coxpaLyeHui
1200-2000 3HaKoB He NMOBTOPAIOLLYHO (ab6peBuatyp),
c npo6enamu nNpeA/IoxeHns KOTOpble
(150-250 cnios) U3 Hee; packpbiBatoTCcAa

B 3aBUCMMOCTY
oT TpeboBaHwu
KOHKPETHOr O 3jaHus;

B CaMOM TeKCTe,
N CCbIZIOK
Ha NCTOYHUKW.

AHHOTaL MK 6bIBAOT CTPYKTYPUPOBAHHLIMU (KaK NpaBuUo, AN ONUCAHWIA OPUTMHANBHBIX
UCCIe0BaHMI) B COOTBETCTBUM C TPEGOBaHNAMM KOHKPETHOMO U3AaHUA NGO HECTPYKTYpU-
poBaHHbIMU. [ocieAHVe NOAPA3AENAOTCA HA ONMCaTe/bHble (OrpaHUYMBAIOTCA LeNsMU 1 3a-
AayaMm nccaefoBaHNA 6e3 aKLEHTa Ha METOAbI, Pe3y/IbTaThbl U BbIBOAbI) U MHGOPMALMOHHBIE,
WU CrIpaBoYHbIe (CTPOATCA KaK KpaTKaa MOAe b BCEM CTaTbMm).
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KnaroyeBbie
C/10Ba

MNMepeuncnunte KnoyeBble cNOBa

(5-10). OHu cocTaBAOT ceMaHTUYe-
CKOe PO CTaTbW, COAEPKAT OCHOBHbIE
KOHLLEMLMM U MOHATUS, ONUCbIBALOLLME
nccnepyemyio npobaemy. Knioyesble
C/10Ba A0/MKHBI OTPAXKaTb AUCLMMNANHY
(o6nactb Haykw), TeMy, Lenb 1 06BbEKT
UCCNeA0BaHMS.

M3beraiTe WMPOKMX, MHOFO3HaYHbIX
NMOHATUN.

\bDB

NMPECC

V3[ATENLCKUIA LOM

HE MPOCTO U3AATE/IbCTBO — COOBLLECTBO
MEAMLMHCKNX CMELMAINCTOB

Hayu4Has cTatba
JO/HKHa 6bITb
MMEHHO Hay4YHOM,

a He HayKoobpasHoWn
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Ctunp
CTaTbU o

npegocTeperaet
JNleoHng KOnbeBnY

MOPIYHOB,

A.M.H., npopeccop PFAOY BO «PY/IH»,
3aBe/yHoWMiA SHAOKPUHOIOTUYECKUM
otgenerueM N6Y3 «Kb nmeHn

AK. EpamuwaHuea /13M», wed-peaakTop rase-
Thl «MOCKOBCKas 3H/OKPUHO/IOMNA CErOAHAY.

MpuaepxuBaiTech Hay4YHOro CTUAA — GYHKLMOHAILHOIO CTUAA IUTepPaTypPHOro
fA3blKa CO CBOWCTBEHHbIM €My PsIZloM 0CObEHHOCTEN: MpeABapuUTeNbHOE 06/yMbIBa-
HWe BbICKa3blBaHWsA, MOHOIOTMYECKUIA XapaKTep, CTPOruii OTOOP A3bIKOBbIX CPEACTB,
TArOTEHNe K HOPMUPOBAHHOW peyn, aKkTMBHOE MCMO/Ib30BaHNe TePMUHOB.

Henb3s neperpy»aTb CTaTbi0 TEPMUHAMM, AaXKe CaMble C/I0XHbIE aCreKTbl
HeobxoANMo U3naraTb MaKCMMasibHO MPOCTO U AOCTYMHO A/ MOHUMA-
HWA Bpayew obLLel NpaKTUKK U ApPYruX crelmanbHocTel. Micnonb3yite
NleKcuyecKoe 60raTcTBO A3bIKa, LIMPOKO NMPUMEHSA CUHOHUMBI, U3beraiiTe
KaHLLe1ipU3MOB U O{HOKOPEHHbIX C/10B.
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BBeaeHue

OnuwmTe 0bLLyto TeMy, Lien,
3a/jla4m, TeOPETUYECKYHO
1 NPaKTUYeCKyH 3HaYMMOCTb

CBOEW Hay4HOW paboTbl.
MpuBeauTe Hanbosee
aBTOPUTETHbIE MNy6AMKaLMK

— 4
L

no TeMe 1 0603Ha4bTe
HepelleHHble Npo6/1eMbl.
MHdopmaLmio npolie nogasats Mo
NPUHLMNY «OT 06LLero

K YacTHOMy», cneays
W3/10XKEHHOMY HUXKe NAaHy.

1. Codopmynmpyite nccnegyemyto npobaemy 1 obocHyimTe ee akTyasbHOCTb. MNpea-
CTaBbTe CBOIO Hay4HYIO paboTy Kak YacTb 60s1ee LUMPOKOW NpobieMsl.

2. PacckaxuTe, YTO U Kak 6bl10 ceNaHo APYrMMM UCCeA0BaTENAMM
B JaHHOM 061aCcTH, onupasck Ha 0630p IMTepaTypsl.

3. Ob0o3HaubTe nccne0BaTeNbCKYIO NakyHY — NpobaeMHyto 06aacTb,

B KOTOPOW:

v HayyHble paboTbl elle He MPOBOAW/INCE, MOTOMY YTO acneKT 6bis

Heé 3aMeé4eH Ui NponrHopmnpoBaH,

v pe3ynbTaTbl pa3HbIX NCCeA0BaHMIN NPOTUBOPEeYAT APYr APYrY;
v HYXHO MPOAO/IKUTL UAWN PaCLLMPUTb HayUHbIe PabOThl, MOCKO/IbKY

nx 6b1710 HEAOCTAaTOYHO.
4. Ha3oBuTe Lean u 384341 UCCeJ0BaHUA.
5. AHOHCUpyiTe NONyYeHHble pe3ybTaThl.
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MaTtepuansbi
U MeToAbl

O\
O—

OnuwmnTe Nnocie0BaTe/lbHO
MCNo/Ib30BaHHbIe MaTepuyaibl

1 MeToApl, a TaKKe 060CHYyuTe

BbI6OP A@HHOW KOHKPETHO
MeToA0/10rn4yecKoit 6asbl.

Ha ocHoBaHWM 3Tol MHpOpMaLWK peLieH-
3EHTbl W YATATE/IN OLLEHNBAIOT HAAEH-
HOCTb 1 JOCTOBEPHOCTb

MOJTyYeHHbIX pe3y/IbTaToB.

1. OnuwwTe 06LLYI0 CXEMY KCMEpPUMEHTa (MCCNeA0BaHMSA) M UCXOAHbIE MaTepy-
asbl ANA AeTaNN3aLUM KaXAOro LWara, YTo6bl MOXHO 6bl/10 BOCMPOM3BECTU €ro
MO TEKCTY CTaTbW, MOMYYMB Te e pe3y/ibTaTbl.

2. MpuBeAnTE CCIIKM HAa UCTOYHWUKM M PaCCKaXuTe 0 MOAUPUKALMMN CTaHAAPTHBIX

MeToA0B.

3. |_|PI/1 MCMNo/1b30BaHMM CO6CTBEHHOI O HOBOIO mMeToJa Aal;'iTe HeO6XO,CI,VIMbIe pas®-

ACHEeHUA.
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Ob6cyxpaeHue
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Pe3synbTaThl

nPeACTaBbTe nonuuuTe
3KCnepuMeHTa/ibHble

Wan TeopeTuvecKkue gaHHble,
nosay4vyeHHble B Xoje
unccnepgoBsaHusd, B suje:

pe3y/bTaToB

MpoaHanusupyiite
nosly4YeHHble
pesynbTarhl.

O606wunTe UX, caenamTe
BbIBO/bl M HEO6XOAMMbIE
nosicHeHusA. B otanune

oT pasgena

«BBegeHune,

pa3BuBaliTe MbIC/Ib

MO NPUHLMMNY «OT YaCTHOrO
K 06LL,eMy» — OT OnMcaHus

v TeKcTa (BepbanbHoe YaCTHbIX pe3y/IbTaToB
npeAcCTaB/ieHue); K 06LLIM BbIBOZaM.
v Tabauubl (nonysepbanbHoe
npeacTaBneHue); v Mo)eTe NOBTOPUTb K/tOYEBblE MOMEHTbI U3 MpeablAYLUMX pa3aenos (Lenb
v pUCYHKOB (BM3YyasbHOe UCCNeA0BaHMA, TUNOTE3bl, METOA0/I0TUSA).
npeAcCTaB/ieHue). v O6BACHWTE NOJ/TyYeHHble pe3y/ibTaTbl.

v NpuBeanTe BO3MOXHblE 06bACHEHWA CXOACTBA U NPOTUBOPEYNiA
MONYYeHHbIX BaMU JaHHbIX C pe3y/ibTaTaMU pyrux uccnesoBaHuin.

Bce Tpu BapuaHTa 40/KHbI AOMNO/HATD, HO He NMOBTOPATbL ApYr Apyra. Kaabii v ObcyanTe COOTBETCTBUA NOJTYYEHHbIX BaMU pe3y/IbTaTOB C rMNoTesamu,
rpaduk 1 TabamnLa ONUCBIBAlOTCA B TEKCTE. TEKCTOBOE OMUCaHMe COAEPKUT BbICKa3bIBaBLUMMWUCA Ha CTapTe UCC/Ie0BaHNA.

Co0bLLiEHME O TOM, YTO MMEHHO NpeACTaBeHO B BUAE rpaduKa UM PUCYHKa, v PacckaxuTe 06 orpaHMYeHNUAX NCCIeA0BaHUA, NpOaHaNN3npyiiTe

B YEM COCTOAT XapaKTepHble 0CO6EHHOCTM AAHHOrO //IIOCTPATUBHOIO MaTepuasa v Kak OTpULATENbHbIE Pe3Y/IbTaTbl.

CnleAyeT MHTeprpeTUPOBaTh ObLMe TEHAEHLUN. v OnuwwmnTe chepy BO3MOMKHOIO NPUMEHEHUA pe3y/bTaToB.

WnntocTpauymm NpUChINaloT B yKasaHHOM 13aaTenscTeoM dpopmMare (potorpadum v OleHMTe HayuHbIVi BKNaA UCCIeA0BaHNA.

1 PUCYHKM NPUKPENASAIOT K 31eKTPOHHOMY MUCbMY OT/Ae/bHbIMM daiinamu, v Bbickaxkute npesnonoxeHns o HanpaeaeHun 6yayumx
a He BCTaBAAIOT B TEKCT CTaTby). nccnesoBaHuUn.

l
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Cnucok
NnTepaTypbl
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3aK/l4YeHue

BkatounTe B Hero rnaBHble e OCHOBHOIO TeKCTa.

He nosTopsiiTe $popMyaMpoOBKY, NpuBeseHHbIe B NpeabIAYLIMX pa3je-
nax. Hacrto B 3TOM pasgesie npaKTU4ecKn J0CTIOBHO

MOBTOPAIOT aHHOTaLWIO, HO 3TO HEMpaBU/IbHO.

1. CpaBHUTe NO/yYeHHble pe3y/ibTaTbl C TEMU, KOTOPbIe OXMUAAINCH
M3HaYasbHO.

2. [IpoAe@MOHCTPUPYITE NX HOBU3HY U MPAKTUYECKYHO 3HAYMMOCTb.
3. YKaXKunTe orpaHnyeHus, BO3HMKaBLLME B XOe UCC/1eJ0BaHNA.

4. MNpuBegmnTe BbIBOAbI M PeKOMEHAALMN.

5. O603HaubTe OCHOBHbIE HaMpPaB/AeHWS AaNbHENLLMX
UCcael0BaHUI B AaHHOW obaacTu.

CocTaBbTe €ro, 4To6bl UMeTb BO3MOXHOCTb NpY-
3HaBaTb W UCMO/b30BaTh UAEM APYriX aBTOPOB,
n3bexxaB 06BMHEHWSA B Naarvare, a Takke 4Tobbl
NMPOAEMOHCTPUPOBaTb MacluTab v rnybuny nccie-
AOBaHWUA M MOMOYb YMTATE/NHO BbICTPO HANTU UCTOY-
HUKM MaTepunasioB, Ha KOTOpble

Bbl CCbl/1aeTECh.

v pyBOANTE CCbIIKW Ha BbICOKOLIUTUPYEMbIE
nctoyHnkm MEDLINE, PubMed, Scopus,

Web of Science c DOI n URL.
En a FOAa P HOCTIU v He Bk/itoyainTe B CNCOK Heony6MKOBaHHbIe
JaHHble, CTapble U KHEBUAUMBIEY
B MHTEpHeTe MOHOrpadum, abCTpaKTsl,
aHHOTALWM M AUCCEpTaLMK, HEPeLLeH3NpyeMble
U3JaHus, peTparupoBaHHble (0To3BaHHbIe)
cTaTbu.

v He npeBblwaiiTe HOpPMY CaMOLUTUPOBaHUA —
He 6onee 3-5 ccblIoK Ans o63opa.

v CobntogaliTe npaBuaa ONMCaHNA UCTOYHUKOB
NnTepaTypbl B COOTBETCTBUM CO CTU/EM,
MPUHATBIM B AdHHOM MeJMLINMHCKOM
nsgaHun. O6bIYHO MCMONB3YIOTCA ABa
CTUASA: BAaHKYBEPCKUM (CMCOK NO NOPAAKY
C/1eA0BaHUA CCbIIKM B TEKCTE) 1 rapBapACKUin
(no andasuty, B TeKCTe — ¢amununa nepsoro
aBTOpA M roj BbIX0Aa).

1™
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e o o CUMINTOM AB/IAETCA NPOAB/IEHNEM XapaKTEPHO-
ro AAB/1IeHUA, 1e4eHune JieKapCTBeHHbIMU CpeACcTBa-
MU MPUBENO K U3/1I€HEHUKO o o o

o o ¢ 60/1bHOI anyeTca Ha 60/1b B 3NUracTpuy,
TUNWUYHYIO ANA AaHHOTO 3a60/1eBaHMUSA ¢ o o

o o o HE CTOUT 3/10yNOTPe6NATL CTPAfaTe/IbHbIM
3as0rom (“neunmslie” BMecTo “nevawmecs”,
“ncnonbsyembie” BMeCcTo “ucnonb3ytoumecs”,
“kacaemo" BMecTO “KacaTtenbHO",

“yTo Kacaetca")e o o

BbipasuTe npu3HaTeIbHOCTb KO/1eraM, OKasaBLUMM MOMOLLb
B BALUMX HAy4HbIX U3bICKAHUAX (KeslaTesIbHO C 1X paspe-
weHws). YacTo 61aroAapaT aHOHUMHBIX PELLEH3EHTOB, YbM
3aMe4aHWA NO3BO/IMAM YNYHLIMTL Ka4ecTBO paboTbl. Cumnta-
eTcs 06s3aTe/IbHbIM YNOMUHaHWE CTOYHUKOB pUHAHCOBO
NoAAEPHKM, CIOHCOPCTBa PpapMKOMNaHuii. Heobxoanmo
€o06LWMTb, 3@ CHET KaKMX FPaHTOB U KOHTPaKTOB pea/n30Ba-
HO JaHHOe 1CCNe0BaHMe, a TaKxKe 3aABUTb 06 OTCYTCTBUM
KOH(/IMKTa MHTEPeCOB 1 HaNUYUU MHPOPMUPOBAHHOTO

/é/ COrlacviAl NaLMEHTOB Ha y4acTuie B MCCel0BaHMUN.

o o oM UCMONBb30BaTb Hapeyne “3HaunMo", npmme-
HAIOLLLeeCs NpY OLIEHKe CTAaTUCTUYECKUX JaHHbIX,
TaM, r4e no CMbIC/1y AO/IKHO CTOATb “3HAYUTENbHO"
(“»ano6 crano 3HauMMo

MeHbLLEe") e o o
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U 3aKoHoOameibHoU
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