'Y PECNYBAUKAHCKUM
‘ HAYYHO-NPAKTUMECKUU LIEEHTF

MATb I AUNTA

BBenenue

Pacmpenne nocTyna K reHETHYECKOMY TECTUPOBAHUIO
UIPACT BAXHYIO POJIb B JUArHOCTHKE HACJIECACTBECHHBIX
3a00jieBaHui. OJHAKO, IIPU HMHTEPIIPETALMHU PE3YJILTATOB
FCHETUYECKMUX JAHHBIX €CTh OIPEICICHHBIE CIO0XKHOCTH
CBSI3aHHBIE C  KJIMHUYECKOM  KOppEIsILIMer  H3-3a
BapruaOEIbHOTO (PEHOTUIIA, IIOJMICHHOM ATHOJIOTHEH
ONpPEACICHHBIX 3a00J€BaHHM, a TaKXE BO3MOKHBIM
HAJIAYHAEM y OJTHOTO IMalueHTa HECKOJIBKHX
HACJICACTBEHHBIX CHHJIPOMOB C  IEPEKPHIBAIOIIMMCS
(peHOTUIIOM. B HUTEpaTypHBIX HCTOYHHUKAX B €IMHUYHBIX

OIINCAaHUAX IIPCACTABJICHBI Pa3JIMIHbIC COUCTAaHUA
HElCJ’ICI[CTBCHHOfI [IaTOJIOTHH Y OJHOro IanueHTa. JBa
XPOMOCOMHBIX 386OH€B3HI/I}I, XPOMOCOMHOC C

MOHOI'CHHBIM, JIBA MOHOTCHHEIX 3a0oyieBaHusA. Hamnuwme y
npoOaHjga JBYX IIaTOJIOTHMH BeleT K  HMCKaKCHUIO
«y3HABaeMOro» (PeHOTHUIIA U YIJIMHAET «IUAarHOCTUYCCKYIO
omuccero»/

MeToanl

deHoTunn OpoOaHIa W €ro POAUTEIICH OLCHHUBAJICA C
MCII0JIb30BAHMEM KIMHMYECKOIO0 aHajlu3a IMpOSBICHUH,
MOJIYYEHHBIX MPU OCMOTPE, JaHHBIX HHCTPYMEHTAJIbHBIX U
1a00pPaTOPHBIX METOAOB UCCIICAOBAHUS.

MaruuTtHO-pe3oHaHcHas Tomorpadus (MPT) ronmoBHoro
Mo3Ta BeInoiiHeHa Ha armapare Phillips Ingenia 1.5T.

MoekysipHO-TeHEeTHUEeCKoe  ucciegoBanue (MI'H)
peOCHKY IIPOBEACHO C MCIOJb30BAHUEM TEXHOJOTUHU
MacCOBOI0 ITapajjieJIbHOIO CEKBCHHPOBAaHUS B paMKax
MIOJTHOTO DK30MHOT'O CEKBEHUPOBAHHS, JIOMOJIHUTEIBHO
BBIIIOJIHEHO HCCJICAOBAaHHWE Ha BapHallud YMCJa KOIHi
reroB.(CNV).

HccnenoBanue POAUTEIISIM 1o ONpeCICHUIO
cerperaiyd BapHaHTOB, BBISABICHHBIX Yy  peOCHKa,
IPOBEACHO METOJOM IHIPSIMOr0 CEKBEHHPOBAHMS MO
CeHrepy, HalIMuue/oTCyTcTBUE aeienuu 15011.2 -
METOJIOM MYJIbTUILICKCHOM aMILI(bUKAI]
nmurupoBaHHEIX 30HI0B (MLPA).

«DOUBLE TROUBLE» HJIX IBA HACJIEACTBEHHbBIX 3ABOJIEBAHUS Y PEBEHKA
KIMHUYECKOE HABJIIOAEHHUE

Pesyabprarsl

IIpobang — manpuuk OoT 1 OepeMeHHOCTH, 1 CpOYHBIX
pOJIOB,  IIPOTEKABIIHUX  OCJIOXHEHWuU. Poaurenmm - —
KIIMHAYECKH 3J0pPOBBI, KPOBHOE€ POJCTBO OTPHIIAIOT.
[lokazarenn  (PU3WYECKOTO Pa3BUTHUS pEOCHKA MpHU
POXJICHUHU COOTBETCTBOBAJIM BO3pacTHOM HopMme. Jlo 5
MecsleB peOCHOK pa3BHUBAJICA 110 Bo3pacty. B 5 mecsiies,
Ha pone OPU, y peOeHka Ciaydmics reHepearu30BaHHBIN
OPUCTY  CYAOpOI, B CBI3M C 4YeM OH OblI
TOCHUTAIIM3UPOBAH U MPOXOAUJI CTAIIMOHAPHOE JICUCHHE.

B panepHenmem y Malpauka onpeaensanachk 3IIMP ¢

MBIIIICUHOM TUNOTOHUEN. B Bo3pacTte 1 roga peOCHOK OBLI
rociutanusuposad B PHIILl «Marte u  gura» g
OPOXOKICHUS  HOIMOJHMUTEIBHOrO  OOCJIEINOBaHMSA U
KOPPEKLMHU TePaIIMHU.
Ilo panHbiM MPT rosoBHOro mo3ra OHnpeacisijiuch
XapakTEepHbIE  JJII ~ MHUTOXOHJPHAJIBHOW  ITATOJIOTHH
NpOSBICHUS. YCHICHHE CHIHajga B pexume [2 (cMm
PHUCYHOK) B 0a3aJdbHBIX TaHIIMSAX W CTBOJIE MO3ra U
yacTU4YHAsl areHe3Usl MO30JIMCTOTO Tea.

IIpy wucciIeqoBaHMM  KHCJIOTHO-IIEIOYHOTO COCTaBa
KaOWUISIPHOM KPOBM YPOBEHb JIaKTaTa COCTaBHI 3,9
MMOJIB/JI.

PucyHok — MP-u300pakeHue rojJoBHOI0 Mo3ra
B T2 pexxume, akCHaIbHBIN CPE3.
CrpenakaMu MOKa3aHbl CHMMETPHUYHBIC TTOPAKECHUS
ckopJiynbl (A) u cpeanero mosra(b)

3ooukoea O.J1., /lemuoosuu 1.B.

[Ipn ocMOTpe Bpada-r€HETHKAa pEOCHKAa B BO3PACTE

1 rog  MagpuHK  MOr  YACpKHBATb  TOJIOBY,
[IEPEBOPAYNBATHCS, CUAETh C MOIACPIKKOM.
IToka3zarenn (PU3NIECKOTO pPa3BUTHS

COOTBETCTBOBAJIM CPEAHMM 3HAUYEHHUSIM BO3PACTHOU
HOpMBI. YepTel Juma ©0e3 rpyObIX JauCMOphUH,
OMPENEISAITOCH HEMOCTOSTHHOE pacxopsiieecs
KOCOTIJIa3Ke.

C y4yeToM JaHHBIX aHaMHE3a, KIMHUYECKOIO
OCMOTpa, HWHCTPYMEHTAJIbHBIX MW  JIAOOpPaTOPHBIN
MCCIIEA0BAaHUE OBLIO MPEAIION0KEHO HACIEIACTBEHHOE
3a00JI€BAaHUE MUTOXOHIPUAJIbHOM TPYIIMEI.

IIo pesynmpratam MIUW y pebenka ObLIH
AMarHOCTUPOBAaHLI BapHMaHThl HYKJICOTHIHBIX 3aMEH
c.547 550delAAAG (p.Lys183Leufs*21) u €.2669T>G
(p.Leu890Arg) B reme IARS2 B reTepo3uUroTHOM
COCTOSIHMH. A Takxke Aelienus 15 XpoMOCOMBI perMOHa
qll.2 pa3MepoM 578,38 KO
(NC_000015.9:9.22833525 23412276).

IIpu aHanmu3e cerpaluy BapuaHTOB HYKJICOTHIHBIN
3aMeH 1 aenenuu 13011.2 B cembe OBLIO YCTaHOBIICHO,
4yTO0 y Marepu peOCHKAa YCTAHOBJIEH BapHUaHT
HYKJICOTHIHOW 3ameHbl C.2669T>G (p.Leu890Arg) B
reie |ARS2 B rerepo3urorHoM coctosHuu. OTelr
peOeHKa SIBJISLIICS HOCHUTEJIEM MyTaLuu
c.547 550delAAAG  (p.Lysl83Leufs*21) B rcHe
IARS2 B reTepo3uroTHoM COCTOSHUM U JCJICLUH
15q11.2.

Co crmoB otma peOEHKa, IICHUXUATPUUECCKHUX
HAPYILICHUH OH HE MMEET. KIMHMYECKHUX ITPOSBICHUU
HEBPOJIOTUYECKOM MATOJOTUU HE onpenesinoch. Ilo
pesyiabratraMm MPT T010BHOrO MoO3ra CTPYKTYPHBIX
HApYIICHUN YCTAHOBJIICHO HE OBLIO

3aKJII0YEHHUE

[IpeacTaBieHHOE HAOJTIOJICHUE TTOTIOJTHSIET
MEXKTYHAPOIHBIC JTAHHBIE 0 T€HETUYECKOM
rereporeHHocT [IHD, ®W ee¢  KIMHWUYECKHM

(D€HOTHUIIOM, CBSI3aHHBLIM C IMATOrC¢HHLIMH BapuaHTaMU
HYKJI€OTUIHBIX 3aMeH B TeHe |ARS2. Hyxkno
OTMETUTh, 4YTO B JUTEPAPYPHBIX HCTOYHHKAX
OOJILIIMHCTBO HaOMOAeHUN ¢ myTanuu B reHe |IARS2
B TOMO3WUIOTHOM,  KOMIIAyHA-T€HETEPO3UTOTHOM
COCTOSIHMU IIPEACTaBIICHbI Y NAIME€HTOB C CUHAPOMOM
CAGSSS (cataracts, growth hormone deficiency,
sensory neuropathy, sensorineural hearing loss, and
skeletal dysplasia; OMIM:616007) wu  jumb
eIMHUYHbBIC cIydan — y aeren ¢ ITHD [5].

Henenust 15011.2 yHaciaemoBaHa OT KIMHHUYECKH
3JI0POBOTO  OTII[A, 3TO MOXKET OBITh CBSA3aHO C

HEIIOJIHOM  IICHETPAHTHOCTBIO  WJIM  HAJIMYMEM
moaudukaropoB.  OHEHUT, €€  KIMHHUYECKYIO
3HAYUMOCTh Yy  peOCHKa HE  IIPEACTaABIISICTCS
BO3MOXHBIM, B CBI3M C  IIEPEKPHIBAIOLIUMCS

(¢eHoTunom ¢ ITHD.

Hame HaOmroneHHe IOJYEPKUBACT  BaKHOCTH
COIIOCTABJICHUS MOJICKYISIPHO- TEHETUYECKHUX JTaHHBIX
C KIMHMYECKHMMM MpHU3HAKaMH Y IMalUeHTa I
o0eCcrneyeHUs] TOYHOM JUArHOCTUKH, OINTHMAaJIbHOIO
JICYEHHUS U TOYHOTO IPOTrHO3A.

MenuKo-reHeTHYECKOE KOHCYJIBTUPOBAHHUE B
JAHHOM CEeMbE TpeOyeT MHAMBUAYAILHOrO noaxoaa. C
y4€TOM TOTO, 4TO 00a 3a00eBaHUs Yy peOCHKA UMEIOT
YHACJIEIOBAaHHBIA XapaKTep, PUCK POXKIACHUS peOCHKa
C HaCJIEACTBEHHOW IIAaTOJIOTMUEW Y ITOU Mapel B
CIeayromue OCpEMEHHOCTH OyIeT OLIEHMBAThCA Kak
BBICOKMA M OOYyCJIaBIMBaeT  HEOOXOJIUMOCTD
IOIOJIHUTEIIbHBIX NHBA3UBHBIX IIPOLIEAYD.




