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AKTyanbHOCTb. AchUKCHYECKas TopakanbHasa aucnna-
3ua (AT[) (cuHgpom XeHe) — pepfKkasi, 4acTo fneTanbHas,
ayTOCOMHO-PeLEeCCUBHO HacneLyemas OCTEOXOHApPOAMUCNa-
3K8, OTHOCALLANACH K rpynne uuavonatuin. Xapakrepuayetcs
Y3KOM KONOKONOO6pPa3HOM rpyaHOM KINETKOW C KOPOTKM-
MU pebpamMu, 4TO MPUBOAUT K BO3HUKHOBEHWIO runonna-
3UK NIETKUX U NEr04HOM HEeLOCTaTOYHOCTU NOCNE POXMKAEHUSA.
Tpy6yaTtble KOCTU MOrYyT ObITb YKOPOYEHbI MO pU3omenuye-
CKOMY TWUMY WKW He U3MeHeHbl. Bo3MoXHa noctakcuanbHas
nonugaktunus, y 30% nauueHToB pa3BuMBaeTCd TEPMUHANb-
Has cTagusa NMOYeYHOM HeLOCTaTOYHOCTU, Pexe OTMevaloTcs
GUBPO3 NEYEHU U MOPAXKEHUE CETHATKM.

AT/l BbI3BaHa MyTaLMSIMU B reHax MHTpadpnarennspHoro
TpaHcnopTa (MPT), nocpeacTBOM KOTOPOro OCYLLECTBASA-
l0oTCA [JOCTaBKa W yAaneHwe KOMMOHEHTOB, HEOOXOAUMBbIX
NS MOAAEPIKAHUS CTPYKTYPbl U OYHKLMA LMWK, BKIOYas
reH MOTOpHOW cyobeauHuubl UPT anHenHa-2 (DYNC2HL).
[eHeTUYecKasa reTeporeHHOCTb U GOJbLIOW «pa3mep» reHa
DYNC2H1 (90 3K30HOB) 3aTPYAHAIOT MOMIEKYNSPHYIO ANarHo-
CcTUKyY AT[. MyTaumu B JaHHOM FreHe OnucaHbl TaKXKe Mpu CUH-
LlpoMax KOPOTKUX pebep-nonaaKTunnm 2-ro u 3-ro TUnoB.

Llenb uccnepoBaHus. YCTaHOBIEHME HO30/10MMYECKOM
GOpMbl  OCTEOXOHAPOAUCMNA3UKU, OrnpeleNieHne pucka ang
YWU3HU 1 300p0BbS NpobaHaa, NOBTOPEHUS B CEMbE NPW NPO-
BeJEHUN MEANKO-rEHETUHECKOIO KOHCYbTUPOBaHWS.

MauueHTbl U MeToabl. [Ipo6aHa — ManbyvK B Bo3pacTe
nepBbix cyToK. O6paseL, JHK, BblaeNeHHbIN U3 NENKOLUTOB
KPOBM METOOM CONEBOM 3KCTPaKLMK, UCCnefoBaH METOo-
[JOM BbICOKONPOW3BOAUTENIbHOTO CEKBEHUPOBAHWUS HOBOIO
NMOKONIEHUs1 ¢ ucnonb3oBaHneM navenu TruSight Inherited
Disease Sequencing Panel, lllumina.

Pe3ynbratbl. Pe6EHOK OT 4-i 6epeMEeHHOCTHN 4-X CPoY-
HbIX POAOB, POAuWNcs B CpPoKe 37 Hen nyteM Kecapesa
ceyeHus (Mo nokasaHuaMm matepu). PusmyecKkne rnokasare-
NN NpU poxaeHuun: poct — 54 cm, Bec — 3430 r (50 p.c.),
OKPYXXHOCTb rofioBbl — 37 ¢cMm (95 p.c.), rpyaHOM KNEeTKU —
28 cMm (MeHee 3 p.c.). OueHKa no wkane APGAR — 6/UBJ1.
TaxecTb coCTOAHMA O6YCNOB/eHa [AbIxaTeNbHOW HefocTa-
TOYHOCTbIO BCAEACTBME rMnonnasun nerkux. MNpu ocmotpe
reHeTUKOM Onpeaensnucb BbICTynawwmnn 106, 3anaBLias
nepeHocuua, KopoTKas Led, KparnHe y3Kkag rpyaHas Kiet-
Ka, COCKOBbIM TMNepTenopu3M, pPU3OMenn4yecKoe YKOpo-
YeHUe KOHEe4yHOCTEW, 3KBUHOBapycHas fedopmalus cTon

AcduKcuuyeckasn TopaKanbHaa aucniasus,
o6ycnoBneHHana mytauuamvu B reHe DYNC2H1

[ocynapcTBeHHOE yupexaeHue «PecnybnKaHCKUin Hay4HO-NPaKTUYECKUIA LLEHTP «MaTb U AnTa», MUHCK,

Nnerkom ctenenu. Mo gaHHbIM PEHTrEHOrPaMMbl YCTaHOBEHbI
pe3Ko YKOpO4YeHHble pebpa, Aedopmalna KAYUL, YKO-
poyeHue nneyveBblX U GeApPEHHbIX KOCTEN C U3MEHEHHBLIMU
meTadusamu, ropu30HTaNbHO PAaCMOSIOKEHHbIE BEPTIYXK-
Hble BNafuHbl C AUCNNACTUYHBIMU BHYTPEHHUMU Kpasmu,
06pasyloWwnM1 CUMNTOM «Tpe3ybLuar. Mpu ynbTpa3ByKOBOM
uccnegoBaHMM OpraHoB OPIOWHOM NOIOCTU NaToNorun He
BbIABNEHO. KnuHnyecknin amarHos: AT[. Mo gaHHbIM Mone-
KYNIAPHO-reHETUYECKOr0 TECTUPOBAHUSA YCTAHOBNEHO KOM-
nayHA-reTepo3uroTHoe HOCWUTENbCTBO MyTalUih B reHe
DYNC2H1: c.9044A>G (Asp3015Gly), c.2992C>T (Arg998*).
Mpn aHanuse [OCTYMHbIX Aa@HHbIX IMTEpATypbl yCTaHOBIe-
HO, YTO Haubonee 4actoM NPUYUHOW BO3HUKHOBEHWS AT/
aBnsoTca MyTaumm B reHe DYNC2H1. MgeHTudbuumMpoBaHbl
MUCCEHC-, HOHCEHC-, MyTalluu CABUra pPaMKK CHUTbIBaHWUS,
canTta cnnancuHra unu geneuun reda DYNC2HL, npu atom
HW Yy OLHOTO M3 NaLMEHTOB He OnucaHbl FOMO3UTOTHblE
HOHCEHC-MyTaLMK U MyTaLuKu cawTa crnnancuHra. Mytauuu
B reHe DYNC2H1 B nepByto o4epeab NPUBOAAT K Mopaxe-
HUIO CKesleTa M He CBA3aHbl CO 3HAaYUTENbHLIM NOPaXKEHNEM
NnoyeK, NnevyeHu U NoAXKeNyLo4YHOMN XKenesbl, YTO OTAnYaeTcs
OT K/MHUYECKUX AaHHbIX Y nauueHtoB ¢ AT/, Bbi3BaHHOM
mMyTaumsmu B reHe IFT140, rae 6bina onucaHa BbiCOKas
Yyactota 3ab0/ieBaHUA MNO4YEK M peTuHonatuum. B Hawem
HabNIOAEHUN MOPaXKeHNe MOYEeK U CETYaTKU He BbisBle-
HO. 3TUM 0ObACHAETCA 60/iee BbICOKas 4acTtoTa BbIXKU-
BaeMoCTU nauueHToB ¢ mytauusmu B reHe DYNC2H1 no
CPaBHEHUIO C NauMeHTaMu, HeCYLMMU MyTauuu B LAPYrux
reHax, OTBETCTBEHHbIX 3a BO3HWKHOBeHue AT/[. OnHako
onucaHa BapuabenbHOCTb CTEMEHU MOPaXKEHUA TPyaHOM
KNETKM MeXay nauueHTaMu ¢ pasHbiMU MyTauusaMu B reHe
DYNC2H1, a takxe mexay cnbcaMun C MAEHTUHHBLIMU FEHO-
Tvnamu DYNC2HZL, 4To 3aTpygHAET MNPOrHo3 [ANS MKU3HM
1 300p0BbS NPo6aHAOB.

3aknioyeHune. AT/l xapaKTepu3yeTcs LWWPOKOW Bapwu-
abenbHOCTbI0 GEeHOTUNA U CTEMEHU TAXKECTU KIIMHUYECKOM
KapTuHbl. OCHOBHbIM nposBfieHnem AT/, o6ycnoBieHHOM
mMyTaumsmmn B reHe DYNC2H1, aBnsercsa cucteMHoe rnopa-
eHWe ckeneta. MoneKynspHo-reHeTuyeckas AuMarHocTuka
MMeeT NepBOCTENEHHOE 3HaYeHWe 419 NOATBEPKAEHUS Ana-
rHo3ay npob6aHja, 4To NO3BONSET OLLEHUTb PUCK MOBTOPHOIO
poxaeHusa pebeHka ¢ AT/, B AaHHOW CeEMbe M NiaHWpoBaTb
npeHaTanbHyl0 AUarHOCTUKY.



