BronneteHb meguUUHCKNX UHTepHeT-KoHdepeHuumii (ISSN 2224-6150)
2014.Tom 4. Ne 4

399

ID: 2014-04-23-A-3702 KnnHuyeckuii cnyyai
Mypasnesa 3.A., Ctapoaybosa A.B., MbiwknHa H.M., AyiiceHosa O.C.

Detekuna mytauum de novo B reHe guctpodpurHa U eé 3HaueHue AN MegUKO-TeHeTUYEeCKoro

KOHCY/1IbTUPOBaHUA NpU MbILLEYHOMN AMCTpOd)MM D,IOLI.IeHHa
F60Y BI10 Capamosckuli FTMY um. B.U. Pazymosckoao MuH3dpaea Poccuu, kagpedpa Hespoaoauu Pr1K u MMC um. K.H. Tpemeakosa

Hay4Helli pykosodumens: 0.M.H., doueHm Konokonos O.B.

Pe3slome
PaccmaTtpuBaeTca cnyyal Hac/ieACTBEHHOrO HEPBHO-MbIWEYHOro 3aboneBaHMA - nporpeccupylowein muoguctpooum [oweHa.
MNpuBoaATCA AaHHbIE KIMHUKKU, NabopaTOPHbIX METOAOB 06C/1eA0BaHMA U Pe3YIbTaTOB FEHETUYECKOTO KOHCY/IbTUPOBaHUSA

KnioueBble cnoBa: nporpeccupytowan MbilevHas guctpodus JioweHa

BeeaeHue

MbiweyHas auctpodua LroweHHa (ML) oTHOCUTCA K Haubosee 4acTo BCTPEYaloWMMCA HACNeACTBEHHbIM HEPBHO-MbIWEYHbIM
6one3HAM. PacnpocTpaHeHHOCTb eé coctasaseT 2-5 : 100000 HaceneHus, nonyaauMoHHas YactoTa — 1 : 3500 HOBOPOXKAEHHbIX Ma/IbYUKOB.
I3T1a popma MbiweyHol guctpodum Bnepsble onncaHa Edward Meryon (1852r.) u Guillaume Duchenne (1861r.).

3aboneBaHune xapaktepusyetca X-cLenseHHbIM PeL.ecCMBHbIM TUMOM HAacNeA0BaHUA U TAXKENbIM, NPOrpeccupyowmnm TedeHnem. M4/,
obycnosneHa myTaumei B reHe gUCTpodmrHa, IOKYC KOTOPOro /I0KaAM30BaH Ha Xp21.2. OKono 30% cnyyvaes obycnoBnieHbl myTaumamm de
novo, 70% — HOCMTE/NbCTBOM MyTauuu MmaTepbto npobaHaa. AUCTpoPUH OTBEYaeT 3a CoeAMHEHWE UMTOCKENeTa KaKAoro MblleyHOoro
BOJIOKHA C OCHOBHOM 6a3a/fbHOM MNACTUHKOW (BHEKNETOUYHOro MaTpMKca) yYepe3 OesIKOBbI KOMMNEKC, KOTOPbIA COCTOUT M3 MHOTUX
cybbeamHuy. OTcyTcTBME AUCTPOOMHA NPUBOAUT K MPOHWKHOBEHWMIO M3BLITOYHOTO KanbUuA B capKoiemy (KAeTouyHylo membpaHy).
MblweyHble BONOKHA NOABEPratoTcA HEKPO3Y, NPOUCXOAUT 3aMeLLeHMe MbILLEYHOM TKAHU KUPOBOW, a TaKXKe COeANHUTENIbHOW.

CoBpemeHHaa pguarHoctmka MJJ ocHOBaHa Ha OUEHKe COOTBETCTBMA MPOABJAEHUI 601e3HU KAMHUKO-aHAMHECTUYECKUM U
NabopaToOpPHO-UHCTPYMEHTaNbHbIM (KpeaTMH-KMHa3a CbiBOPOTKM KpoBu (KKC), anekTpoHeiipomuorpadua (SHMT), ructoxmmmyeckoe
nccnefoBaHWe MbllleYHOro bMonTaTa) KPUTEPUAM, FeHEANOTMYECKOM aHan3e U AaHHbIX MONEKYNAPHO-TEHETUYECKOTO UCCAeL0BaHMA.

MpoBeneHe MeANKO-TEHETUYECKOTO KOHCYIbTUPOBAHMA B HACTOALLEE BPeMA BO MHOTMX CEMbSAX NO3BOAAET NPeAyNpeanTb PoXAeHME
6onbHoro peberka. MNpeHatanbHaa AHK avarHocTMKa Ha paHHWUX CpoKax HepeMeHHOCTU B CEMbAX, UMELWMX pebeHKa, cTpaaatoLlero
MAZL, no3sonut BbIbpaTb Aa/fbHENWYO TaKTUKY A1A poaUTeNnei 1, BO3MOMXKHO, AOCPOYHO NPeKpaTUTb BepeMeHHOCTb B Cydae Hanuuus
3abonesaHuA y naoga.

B page cnyvyaeB KAMHUYECKasA KapTUHA HabNloaeTea Y KeHWWH — reTepo3nroTHbIX HOCUTENbHUL, MyTaHTHOTO TeHa B BUAE YBE/IMYEHUA
MKPOHOXHbIX MbILUL, YMEPEHHO BbIPa*KEHHOMN MbILLEYHOM CNAabOCTU, CHUMKEHUA CYXOMXKU/bHbIX U NEepUOCTaNnbHbIX pedneKkcos, N0 AaHHbIM
napakAVMHUYECKUX UCCe0BaHUI noBblwaeTca yposeHb KKC. Kpome Toro, Knaccuueckune KnmHudeckme npoasaeHva MO moryT BO3HUKaTb
Y ¥KEeHLWWMH ¢ cuHapomom Llepelesckoro-TepHepa (reHotun 45, XO).

OnucaHne KAMHUYECKOrOo cayyas

B Hawei KAMHKUKe HabaogaeTca masbunk K., 7 1eT, KOTopbli npesbasaseT )anobbl Ha cNabocTb B MbIWLAX PYK U HOT, yTOM/IAEMOCTb
npu aavTtenbHo xoapbe. Mama pebeHKa OTMedaeT y HEro nepuvoguyeckne nafeHus, 3aTpyAHeHMs Npu noabeme Mo NecTHuue,
HapyLueHMe NOXOAKM (Mo TUNY KYTUHOMY»), TPYAHOCTU NPU BCTaBaHWM U3 NONOMKEHUA CUAA, YBEIMYEHMNE UKPOHOXKHDBIX MbiLUL, B 06beme.

PaHHee pa3BuTMe pebeHKa npoTekano 6e3 ocobeHHocTel. B Bo3pacTe 3-X /IeT OKpy)KatoLiMe 3amMeTUAWN HapYLUEHUA ABUraTeNbHbIX
bYHKUMI B BUAE NOABNEHUA TPYAHOCTEN Npu xoabbe No NecTHue, Npu BCTaBaHWM, pebeHOK He MPUHUMAN yHacTMA B MOABUMMKHbIX Urpax,
cTan 6bICTPO yCTaBaTb. 3aTeEM M3MEHMNACh MOXOAKa MO TUMY «yTUHOMY». Hapocan TpYAHOCTU MPU BCTaBaHUMM M3 MOAOXKEHUA CUAA UK U3
MONOXEHUA NleXKa: No3TanHoe BCTaBaHWE «ECeHKOM» C aKTMBHbIM WMCMOAb30BaHMEM PyK. [OCTENEHHO CTano 3aMeTHbIM yBe/anyeHue
MKPOHOXHbIX U HEKOTOPbIX APYTMX MbiWL, B 06beme.
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PucyHok 1. PogocnoBHas
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B HeBpo/sOrMyecKOM OCMOTpE BeAyLUMM KAMHUYECKMM MPU3HAKOM ABAAETCA CMMMETPUYHbBIA NPOKCUManbHbIN nepudepunyeckui
TeTpanapes, 60nee BblpaXKeHHbI B HOrax (MblleYHas C1ia B MPOKCUMAibHbIX OTAENAX BEPXHUX KOHeyHocTel — 3-4 6anna, B AMUCTaNbHbIX
— 4 6anna, B NPOKCUMANbHbIX OTAENAX HUMKHWUX KOHeyHocTel — 2-3 6anna, B AUCTaNbHbIX — 4 6anna). Moxoaka M3meHeHa Mo Tuny
«yTUHOWM». Mcnonb3yeT BCromoraTeNbHble («MUOMNATUYECKME») NPUEMBI, HANPUMEP BCTaBaHWE «NeCeHKOoM». MblleUHbIA TOHYC CHUMKEH,
KOHTPaKTyp HeT. lunoTpodua MbiWL, Ta3oBOro M NaeyeBoro nosica. «MuonaTMyeckuMe» 4YepTbl, HaNpumep B BUAE LUMPOKOro
MeX/I0NaTo4yHOro npocTpaHcTea. Mmeetca ncesaormneptTpoduma MKPOHOXKHBIX MbllL,. CyxOXWNbHble U nepuocTanbHble pedaekcol — bes
AOCTOBEPHOM pasHuWLbl CTOPOH; BUUMNUTANbHbIE — HU3KME, TPULMMUTANbHbIE U KaprnopaauanbHble — CpeaHel KMBOCTU, KOJIeHHble W
aXWANOBbI — HU3KMe. Ha OCHOBaHMM KAMHUYECKUX AaHHbIX 3anogo3peHa MAA.

Mpu nccneaosaHnn KKC eé yposeHb coctasun 5379 ea/n , uto 8 31 pas Bbiwe Hopmbl (Hopma — a4o 171 ea/n). No gaHHbIM IHMI
3aperucTpupoBaHbl NPU3HaKkW, 6onee XapakTepHble ANA YMEpPeHHO TeKyllero MepBUYHO-MbIWEYHOro npouecca. Takum obpasom,
nony4yeHHble JaHHble NOATBEPAUNMN Haanume y naumeHTa MAA.

Momumo npobaHAa OCMOTPEHbI €r0 POAUTENN WM CTApLUas PoAHaA cectpa. HM y Koro M3 poACTBEHHMKOB MpobaHAa KAMHUYECKUX
npossneHnin MAL He Habntoganocb. OAHAKO Y MaTEPU 3aMeYeHO HEKOTOpPOe YBe/IMYEHME UKPOHOXKHbIX MbllwL, B ob6beme. Mo AaHHbIM
reHeasiorMyeckoro aHaansa nNpobaHa ABNAETCA eAUMHCTBEHHbBIM 3a60/1€BLUMM B ceMbe. [TpU 3TOM HeNb3A UCKNUYUTb, YTO MaTb pebeHKa K
poaHan cecTpa npobaHaa ABAAKTCA reTepo3nroTHbIMM HOCUTE/IbHULLAMMW MYTaHTHOTO reHa (puc. 1).

B pamkax MeauMKO-reHeTMYeCKOro KOHCYAbTMpOBaHMA cembs K. 6blna obcnegosaHa Ha npeamer Haiuuusa/oTCyTCTBMA Aeneuuin v
AynavKkaumii B reHe guctpoduHa. MonekynapHo-reHeTUdecknin aHanms B nabopatopum [AHK-amnarHoctukm MIHLU, PAMH BbiaBun vy
npobaHaa K. geneumio 45 3K30Ha, YTO OKOHYATE/IbHO NOATBEPIKAAET YCTAHOB/EHHbIW KAMHUYECKUn guarHo3 MAL. Y maTtepu aeneums 45
9K30Ha, BbIAABNIEHHAA Y CblHA, HEe OBHapy:KeHa. Y cecTpbl B pe3ynbTaTe aHanu3a geneuma 45 sk30Ha, BbiABNEHHAA y bpaTa, He HalaeHa.
CnepoBaTtenbHO, Y UcCCnenyemMoro MyTalumsA, CKOpee BCero, MMeeT MNPOUCXOoXxAeHue de novo, O4HAKO TaKXKe OHa MOXKeT ABUTbCA
pe3ynbTaToM repMUHaNbHOrO Mo3anumsama y matepu. COOTBETCTBEHHO, NPy MyTauun de nNovo pUCK poxaeHus 6osbHOro pebeHka y
maTepu bygeTt onpenenAtbca MONyAAUMOHHOM YacToTon AaHHOW myTaumm (1:3500, <««<1%), 4TO 3HAUUTENbHO MeEHbLUe, Hexenu npu X-
CUENJIEHHOM pPeLLecCMBHOM TUNe HacnenoBaHuA (50% manbumkoB). MOCKO/bKY HEBO3MOMHO MO/IHOCTbIO UCKIIOYUTD, YTO MyTaLMA MOXKET
ABUTHLCA Pe3y/IbTaTOM FrepPMUHANIbHOTO MO3aMUM3Ma, NPU KOTOPOM HacneAoBaHWe MO 3aKkoHam MeHaena HapyluaeTcA, peKkomeHayeTtca
nposeAeHWe NpeHaTaNbHOM ANArHOCTMKM NpuY nocaeaytowen 6epemeHHOCTU Y MaTepu 1 cecTpbl NpobaHaa.

3aknioueHue

B HacToAwee Bpems y Bpaya ecTb LMPOKMI apCeHan CUMNTOMATUYECKUX CPeACTB, UCMOb3yeMbIX B ieyeHun ML, ogHako, HecmoTps
Ha AOCTUMKEHWMA HayKuW, aTMoNorMyeckoe sedeHme ML fo cux nop He paspabotaHo, 3pdeKTUBHbLIX NPenapaToB A/A 3amMecTUTeIbHOro
nevenusa npu MAL He cywectByeT. CornacHoO HeAaBHWUM WMCCNEAOBAHWAM CTBOJIOBbIX KNETOK, CYLLECTBYHOT MEPCreKTUBHblE BEKTOPbI,
KOTOpble MOryT 3aMeHUTb MNOBPEXAEHHble MblleyHble TKaHW. OAHaKo, B HacToALlee BPEMA, BO3MOXKHO /Wb CMMMTOMaTUYecKkoe
NleyeHune, HanpasieHHOe Ha yaydlleHMe KauecTBa Xn3Hu 60nbHOro. B 3ToM cBA3M paHHAA AnarHocTMka MO/ urpaeT BarKHeNLWYyo ponb Ans
CBOEBPEMEHHOIo NpPOBeAEeHUA MeAUKO-TEHETUYECKOrO KOHCY/IbTUPOBAHWUA M BblbOpa AasbHeMwWwen TaKTUKU NAaHUPOBaHUA cembu. [na
npeHatanbHoi [AHK AuarHOCTMKM wuccnepoBaHve ¢ nomouwpbio 6uoncum xopuoHa (CVS) moxkHO npoBoguTb Ha 11-14 Hepenax
6epeMeHHOCTM, aMHUOLLEHTE3 MOMHO MCNO/b30BaTh Nnocne 15 Heaenu, 3a6op KpoBM Naofa BO3MOXKeH NpumepHo Ha 18 Heaene. Ecaum
TecTupoBaHue ByaeT OCyWwecTBNEHO Ha PaHHUX CPOKax BepeMeHHOCTM, BO3MOXHO A0CPOYHOE MpekpalleHne b6epemMeHHOCTM B ciyvae
Hannuuna 3abonesaHua y nnoga. B page cnyvaes LenecoobpasHo nposegeHve npenmnaaHTaumonHol AHK guarHoctmkm ¢ nocneayowmm
3KCTpaKopnopasbHbIM ONJ0AOTBOPEHNEM.

BbiBOAbI

[na obecneyeHna paHHero BbiABAEHUA U NPodUNaKTUKM MO, HE06X0AMMO LIMpPeE UCMO/Ib30BaTb METOAbI MOJIEKYIAPHO-TeHeTUYeCKoM
OMArHOCTUKM; MOBbLICUTb HACTOPOXEHHOCTb MPAKTUKYIOLWMX Bpayel B OTHOWEHWW AaHHOM natosnoruu. Mpu myTtauum de novo pucK
poxaeHua 6onbHoro pebeHka y maTepu onpeaenaercs NonyaaumoHHOM YacTOTOM MyTaumu reHa auctpoduHa. B cayydasx HocuTenbcTBa
MyTaLMK maTepbio NpobaHaa TpebyeTcs npeHaTanbHas UaM nepumnaaHTaumonHan AHK anarHoCTMKa ¢ Lenblo NN1aHMPOBaHUA CEMbM.
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