Cunapom Ban nep Byna: KIMHUKO-TeHeTHYECKASI XaPAKTEePUCTUKA

CEMEHHOI0 CJIy4as
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PecnyOIMKaHCKUM HayYHO-IIPAKTUICCKAN HEeHTp “Matb u qutsa’’, MUHCK, bemapych

Beeoenue

Cungpom Ban nep Byma  BpoxkacHHas
TCHETUYECKAs aTOJIOT U,
XapakTepu3yIllas  YECIKCTHO-JIHUIEBBIC
AHOMAJIMW. PpACIICINHA BEPXHEHU TIyOBI
1/ Un HeOa I/I o0pa3zoBaHUEM
mapaMequaHHbIX  CHHYCOB (SIMOYEK,
OyrOpKOB) Ha HIKHEH ry0e.

YacTtora BCTpedaeMOCTH  3a00JICBaHUS
1:80000-100000 cpean HOBOPOXICHHBIX
HE3aBHCHUMO OT I10J1a U TOITYJISIIIUH.
[IpyunHOM BO3HUKHOBEHHUS CHHIPOMA,
aiasiercss wmyrtanuss B reHe  IRF6.
Hacnenyercs CHHIPOM II0 ayTOCOMHO-

JTOMUHAHTHOMY THIIY,

Memoowt u

mamepuanl

[IaTonoroaHaTOMMYE€CKOE HCCIICAOBAHUE
A00OPTUPOBAHHOIO B NEPBOM TPHUMECTPE
OCpPEMEHHOCTH IIJIOJAa OCYIIECTBIISLIOCH
07, CTEPEOMHUKPOCKONOM, OCHAIIECHHOIO
HUPPOBOM KAaMEPOM M C IIOMOIIBIO
MHCTPYMEHTApUS JJIs [1a3HOU XUPYPTHUH..
HccnenoBannbeii oopasen JIHK BwigencH
M3 MBIIICUHOM TKAHM IJI0Ja METOA0M
COJIEBOU 3KCTPAKIIMH. BBIIIOJIHEHO
cekBenupoBanue no Coanrepy 3, 4, 5, 0, 7,
8, 9 D»"K30HOB H  (IaHKUPYIOIIUX
MHTPOHHBIX IIOCJIEAOBAaTEILHOCTEH TI'€HA
IRF6 Ha aBTOMaTHMYEeCKOM aHalIM3aTope
ABlI 3500 (Applied Biosystes) B
nadoparopuu [IUTOTC€HETUYCCKUX,
MOJICKYJISIPHO-T€HETUYE CKUX I/I
Mopdoaornueckux ucciaegopanuii PHIIL]
«Matpb u TUTaY.

3aKkiroueHue

JlanHast paboTa SBISIETCS KJIACCHYCCKHUUI
IPUMEPOM JIOMHHAHTHOIO HACJIEAOBAHMS
paccMarpuBaeMOro CHHJIpOMa B IIpEeiax
OJHOM ceMbH (puc. 3), a TaKXKe PEIAKUM
CIy4yaeM COYCTAaHHUS JBYX HE3aBHCHUMBIX
nopokoB pazputuss (PI'H B cocraBe
cugapoma Ban nep Byma m KAIIPJI), ne
BJIMSIONIMX Ha IPOSIBIICHUS CHMIITOMOB
Apyr Jpyra, HO  MNPUCYTCTBYIOIIHX VY
OJIHOI'0 UHJIWBUIYYMa.

ABTOPbI 3aABAAIOT 06 OTCYTCTBUU KOHPIMKTa MHTEPECOoB

Omnucarb KJIMHUKO-TEHETUYECKOE
IIPOSABIICHUE CEMENHOTO ciyyas
cuHapoMa Ban nep Byna.

Puc 1. Pacmenuna ryObl

Pe3ynomameot u oocyxycoenue

Kenmpna 37 ner, uMmeromas aBa HEOOJbIINX Oyropka Ha HYIKHEM
rybe (mapamenmaHHBIC CHHYCBHI), IHArHOCTHPOBAHHBIX KaK CHUHIPOM
Ban nep Byma. IlepBags OepemMeHHOCTb, MNpoTEKaromas 0e3
ocobenHocTeit B TeueHuu | u |l TpumecTpa, 3aBepiumiaachk poaaMu
MOHOXOPHAJIbHOW, MOHOAMHHOTHYECKON ABOMHHU XEHCKOIO Iona, Y
00CHX NEBOYEK IMArHOCTHPOBAHEI pacllerHa BEpPXHEH Ir'yObl U HEOa
(PIH) u ¢uctynel Ha HU>KHEW ryOe. IIpoBOAMIOCH XHPYPruyecKoe
neuenne PI'H B 6 »ramoB, ¢ mocieayromuM yaaaeHuEM (UCTYI.
Hacrosimass OepeMEHHOCTh BTOpasi, 3aBEpIINWIAcCh MNPEpPbIBAHUMEM Ha
11-1 H"Hemenme 1O MEIUKO-TEHETHYECKHUM IIOKA3aHUSAM B CBI3U C
[IpEHATAJbHBIM BBISIBACHHUEM KHCTO3HO-aJICHOMATO3HOIO IOPOKa
pa3Butus jJeBoro jerkoro (KAIIPJI).

[Ipy mmatoMOp(OJIOTUUECKOM HCCICAOBAHUM IIJI0JA MYXKCKOIO IO0Ja
o1 moaTBepkacH KAIIPJI neBoro jgerkoro 1-ro tuma co cMemeHUEM
OPTaHOB CPEIOCTECHUS W JOIOJIHHUTECIBHO BBISBICHA IIPABOCTOPOHHSIS
PTH (puc. 1), d9Yro MOCIYXHJIO TOBOJAOM JJs IPOBEIACHMS
MOJIEKYJISIPHO-TEHETUYECKOTO MCCJICIOBAHMUS. B pPE3YJIbTATE
cekBeHupoBaHus reHa |IRF6 B 9 sk30He Oblia oOHapykeHa MyTaLus:
c.1234C>T, npuBopsgmias K 00pa3oBaHUIO IIPEKACBPEMEHHOIO CTOII-
komoHa (HoHceHc-BapuaHT) (puc. 2). CormacHo peKOMEHIAIUSIM
ACMG obOuapyxkennas wmyrtamus (C.1234C>T; 1s1553247595;
p.(Arg412Ter)) xnaccudumupyercs Kak narorcHHas. IIpoBeaeHHOE
MOJIEKYJISIPHO-TEHETUYECKOE MCCIIEAOBAHNE NOATBEPANIO KIIMHUYECKU
YCTAHOBJICHHBIN CUHJIpOM BaH naep Byma, 4ro 103BoauT B
JAIBHEHINIEM MPOBOJWTH NPEHATAIBbHYI0 JHUATCHOCTHUKY B JaHHOM
CEMBE.
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Puc 3. Cxema Puc 2. Pe3ynbrarbl CEKBEHUPOBAHUS 9
POIOCIIOBHOH CEMbH sk30Ha resa |IRF6 y mmoga (BepxHsis
TOPOXKKA) ¥ 3HOPOBOT0 YETTOBEKA
(HYDKHSISL JOPOXKKA).
Bapwuanr ¢.1234C>T mnokasaH cTpenkou



