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B cmamve npedcmasneno onucanue pedkoeo Kaunu1eckoeo Haba0eHus pebeHKa ¢ couemaHnHol noomeepIcOeHHOl HacaedcmeeHHo
namosaoeueil: mykogucyudosom (mymayuu F508del u E92K) u auye-ronamouno-naeuesoii muoducmpodgpueii (JIJIIIM) (mozauunas de-
aeyus 4q35 xpomocomst). Ha npumepe onucvieaemoeo cayuas npedcmasiena KAUHU4eckas Kapmuna unganmunvtoii gopmor JUITIM,
npugedeHsl pe3yabmamosl Kamamuecmuteckoeo Habnooenus nayuenmiku. Cobcmeentvle KAUHUYecKUue Haba00eHUus conocmagieHsl ¢
daunvimu aumepamyput o JIIIIM, obcyscden eonpoc eenemuueckoii eemepoeennocmu JIJIIIM. Takce paccmampueaemcsi Heo6x00umocms
MYAbMUOUCUUNAUHAPHO20 ROOX00A NPU PeabUAUMAUUU U AeHeHUul NOO0OHbIX NAUUEHMO8 8 YCA0BUAX CONYMCMBYIOWel HACAeOCME8EeHHOIL
namonoeuu.

Karoueevte caosa: auye-ronamouno-naevesas muooucmpogus, muooucmpous Jlanoysu—Jexncepurna, Mykoucyuoo3, 31eKmpoHetpomuo-
epaghus, npoepeccupyrouas Muooucmpopus

Case report of a child with combined genetic pathology:
cystic fibrosis and facioscapulohumeral progressive muscular dystrophy

0.A. Klochkova, A.L. Kurenkov, A. M. Mamedyarov, H.M. Karimova
Research Center of Child Health, Russian Academy of Medical Sciences, Moscow

The article presents a rare case of a child with a laboratory confirmed combination of several inherited diseases: cystic fibrosis (muta-
tions F508del and E92K) and facioscapulohumeral progressive muscular dystrophy (FSHD). Through the example of the case authors
describe the clinical findings of the infantile form of FSHD and the results of prolonged patient’s follow-up. Own clinical data are com-
pared to the literature review. There is also a discussion about genetic heterogeneity of FSHD and complex rehabilitation approaches
in case of associated genetic pathology.
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CoueTaHle HeCKOJBKIUX HAC/IeICTBEHHBIX CHHAPOMOB
y | maiueHTa — SIBJI€HME Ka3yMCTUUYECKOE U CJIOXKHOE
KaK C TOYKM 3PEHHSI CBOEBPEMEHHOI NMarHOCTUKM BCEX
3a00JIeBaHMIi, TaK ¥ C TOYKU 3PEHUST BEIOOPA IMIPUOPUTET-
HBIX MOIXOJOB B JIEYEHWH, YUUTHIBAIOIINX CIEHU(PUKY
COITYTCTBYIOIIEH TaTtosoruu. Hammawme m BBISIBICHHE 2
U 0oJiee HeCBSI3aHHBIX MyTaluii y 1 pebeHka HaOmogaeTcst
penKo. DTo 00YCIOBIEHO TEM, UTO HAKOIJICHUE TeHeTUYe-
CKUX «OIIMOOK» Yy TIOJA BeAeT K 3HAUMTEIbHOMY PUCKY
CIIOHTAHHOIO TpephIBaHUSI OEPEeMEHHOCTHU, a peOEeHOK,
POIMBIIUICS C COYETAHHOM T€HETUYECKO MAaTOJIOTHUEH,
MOXET He OOXWTb N0 BepUdUKaLlMU BCEX OMArHO30B
B CBSI3U C TSIXKECThIO COCTOSIHUS U CJIOKHOCTSIMUA MOJIEKY-
JISIPHO-TEHETUYECKOM NMarHOCTUKU OTIEIbHBIX CUHIPO-
MoB. boibllloil MHTEepec MOpeAcTaBisieT IpeajiaracMbiit
KJIMHUYECKUI pazdop MalMeHTKMU, IJIUTETbHOE BpeMS
HaOII0aBIIECs TI0 TIOBOAY MOATBEPXKISHHOIO MYKOBHUC-
L1032 U IEeMOHCTPUPOBABILIEH ¢ paHHEro AeTCKOTO BO3-
pacTa xapakTepHble ITPU3HAKN HEPBHO-MBILLIEYHOTO 3200~

JIeBaHUSI, <«MaCKHPOBABIIETOCS» TMOH CHUMIITOMBI
YCTaHOBJICHHOM HACJIEICTBEHHOM MaTOJIOTHH.
MyKOBHUCIIIO3 — MOHOTEHHOE HACJICACTBEHHOE 3a00-
JIeBaHMe, BeTpevaroreecst B Poccuu ¢ gacroroit 1:4900 Ho-
BOPOXIEHHBIX. MYKOBUCIIIO3 HACIIEIYETCS TTO ayTOCOMHO-
JOMMHAHTHOMY THUITY ¥ 00yc/IoBIIeH MyTanyeii B reHe CFTR
Ha [UIMHHOM Iuiede 7-if xpomocomsl (7q31.2). OmmcaHo
oonee 1,5 ThIC. MyTauMii, U3 KOTOphIX B Poccuu Hanboee
pacnipoctpadeHa F508del, cocrapistoniast okoio 55 % Beex
MyTamii ipu Mmykosrcpnose. Myrammst E92K taxske oTHO-
CUTCSI K CPAaBHMTEIBPHO YaCTO BCTPEYAIOIIMMCS IJIST TeHa
CFTR. YuuTbiBasi TIOJIMOPTAHHBINA XapaKTep MOPaKEHUS
NP MYKOBUCIIHIO3€, BBICOKYIO YaCTOTY BCTPEUYAEMOCTHU
n 3(PDEeKTUBHOCT, CBOCBPEMEHHO HAYaTOTO JICYCHUS,
¢ 2006 . CKpMHMHT Ha MyKOBHMCLIMAO3 BKJIIOYWIN B 00s13a-
TeJIbHOE 00CIIeIoBaHe HOBOPOXKIeHHBIX B Poccun [1, 2].
Myrtaums reHa MyKOBHCIIIO3a IIPUBOIUT K HapyIIie-
HUIO QYHKIINK OeJiKa, JIOKAIM3YIONIETOCs B AITUTETNAIb-
HBIX KJIeTKaX IBIXaTeJIbHBIX ITyTel, CIIOHHBIX M ITOTOBBIX
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Xese3ax, IMOMKeITyIOUYHOM XKelle3e, KAIIIeYHUKEe 1 00ecITe-
YHBAIOIIMX TPAaHCMEMOpPAaHHBIN TPAHCIIOPT MOHOB XJIOpA.
PesynbraTom HapyiieHnsT (QYHKIIMA CTAaHOBUTCS OJIOK
TpaHCITOPTa MOHOB XJIOpa U YBeJIMIeHIE aOCOPOIII HOHOB
HATPWUS, YTO TIPUBOIUT K CHVKEHUIO WJIN TTOJTHOMY TTpeKpa-
IIEHUIO CEKPELINH XKUIKOCTH Yepe3 MeMOpaHy SIUTe TaITb-
HBIX KJIETOK M, COOTBETCTBEHHO, YBEIIMUCHMIO BSI3KOCTHU
CEKPETOB 3aTPOHYTBIX OPraHOB. B OTCyTCTBHME JIcUueHUS
JTAaHHBII TeHeTUIeCKUI 1e(eKT ITPUBOIUT K MYJIBTUCHACTEM-
HOMY HOpaXXeHUI0, Pa3BUTHIO XPOHMUECKINX MH(MEKIIMOH-
HBIX IPOIIECCOB B ABIXaTeJILHOI CHCTEME, TTATOJIOTUIECKIM
W3MEHEHUSIM CTPYKTYPHI U (GPYHKIINN OPTaHOB XKEITyT0IHO-
KUIIIEYHOTO TpaKTa, CHIDKCHWIO HYTPUTHUBHOIO CTaTyca
pebeHKa, paHHe! TSoKeI0i MHBaIuau3auny [3].
JIute-monarouHo-1ureyeBast Muonuctpodust (JIJITIM),
TaKKe M3BeCTHasl Kak Mmuoauctpodust Jlanaysu — Jlexepu-
Ha, SIBJISIETCSI PEIKWMM HACJCICTBEHHBIM 3a00JIeBaHUEM,
BCTPEYAIONINMCSI, TI0 pa3HBIM JTaHHBIM, C YacToToi ot 0,2
1o 2 cirydast Ha 100 Teic. Hacenenust [4—6]. [Ipuopurer onm-
CaHWsI TaHHOM ITAaTOJIOTMH TTO-TIPEKHEMY BBI3BIBACT TUCKYC-
cun. Psa aBropoB otaator npennoureHue Jlanmysu u Jlexe-
puny (1884 1) [7], apyrue — Hiowmenny (1862 r) [8],
MIPEICTABUBIIIEMY 3Ty 00JIC3HB IO HA3BAHUEM «ITPOTPECCH-
pylolmmast MbIIIedHas atpodust AeTcTBa». [1o MHEHHIO
J1.A. PyneHKo 1 COaBT., IIPOBOAVBIINX ITOAPOOHBIN aHAIN3
pabor, tocesieHHbIX JIJITIM, Jlanoy3u u JlexxepuH omnuca-
JI HEOOBIYHBIN BapUaHT MBIIIEYHON TUCTPO(UI, Ha3BaH-
HBIA WMCCIIEIOBATSIISIMU JIUILIC-JTIONAaTOYHO-TTEPOHEATHHOM
KoHeuyHocTHOU muoauctpodueit (JIJITIKM Hucxoasiuas,
C «IIepeCKaKMBaHMEM») W OTJIMYABIINIACS OT MOCTEIICHHO
HHCXOIAIIIETO BapraHTa, KOTOPBIi BIIEPBBIC ObLT paCIIO3HAH
HromrerHom [9]. IMo3mHee 3T 2 pa3aTWyHble MHOIATHM,
C Pa3IMYHON ITOCIICAOBATEIBHOCTHIO TTOPAXKEHUST MBIIIII,
OBLTM BKJTFOUEHE! B 1 TPYIIITY, KOTOpast TOJIyIrIa Ha3BaHHe
JINIIE-JIONATOYHO-TUICYeBOM MBIIICYHON TUCTPODUH.
JUUITIM — reHeTMYeCcKU U KIMHUYECKU TeTePOreHHOE
3a00JIeBaHMe, HACIeAyeMOe IO ayTOCOMHO-TOMIUHAHTHOMY
tny. B 90—95 % cemeii 60J1€3Hb 00YCIOBIIEHO Jeeei
B XpOMOCOMHOM JIoKyce 4q35, aTo Tak Ha3biBaeMas JIJITIM
1-ro tuna, uaiu FSHD1, FSHD1A (OMIM 158900 |5, 10]).
Eme B 5—10 % cemeil KIMHUYECKHU CXOIHAs KapTHHA 00-
ycaoBieHa MyTauusmMu B jokyce 1026 — FSHD?2,
FSHD1B (OMIM 158901). B HEKOTOPBIX CEMBSIX C TUITI-
HBIMH TIPOSIBIICHUSIMU 3200JIeBaHUSI TIOKA3aHO OTCYTCTBHE
clLeTuIeHMs ¢ MapKepamu ooactu 4q35 u 10926, uro yka-
3BIBACT Ha €IIIe OOJIBIIYIO TEHETUISCKYIO TeTePOTeHHOCTb.
Y 300pOBBIX JINII B CyOTeIOMepHOI 0bact 435 nMe-
ercs oT 11 go 150 TOBTOPSIIOIINXCST YIaCTKOB, HA3BaHHBIX
D474 (pparmentsr EcoRI ot 41 mo 350 kB), Torma kak ma-
mueHTsl ¢ JIJITIM 1-ro Tumna umetor ot 1 1o 10 ¢pparMeHTOB
D4Z4 (EcoRI ot 10 mo 35 kB) [11]. Psx aBTOpOB OMMCHI-
BalOT OOpaTHYIO 3aBUCMMOCTb MEXIY pazMepaMu AeIeluu

y 6osbHbBIX JIJITIM 1 Bo3pacToM MOSIBICHUSI CUMIITOMOB
[12, 13], a Takke TSKECThIO KIMHUYECKUX TPOSIBICHUI
[14—16], npyrue ucciegoBaTel HE HAXOAAT OMMCAHHOM
3akoHOMepHOCTH [9, 17, 18]. Hepenkum sBisieTcst coma-
THYECKUA MO3anuIn3M, 0oJiee BRIpaXKCHHBIM Cpemay XKeH-
e ¢ JIJITIM n Bctpevatowmmiics y 24—40 % manumeHToB
¢ de novo mytanueii [19, 20]. Tounble OMOXMMUYECKIE
MEXaHU3MEI ITaToreHe3a 00JIC3HN OCTAIOTCS HESICHBIMMU.
[Ipy MUKPOCKOIMMYECKOM HCCIICAOBAHUM OMOITATOB
cKeJeTHbhIX Mol 20-jeTHeil mauueHTtku ¢ JUJITIM
D.M. Slipetz u coaBrt. [21] obHapyXuau aTpoduio 1 BeIpa-
KEHHYIO HEpaBHOMEPHOCTDb OTMaMeTpa MBIIICYHBIX BOJIO-
koH. P. Reed ¢ komneramm [22], ncnonb3ys KOH(GOKAILHYIO
M 3JIEKTPOHHYI0 MHUKPOCKOIIMIO MBIIICUYHBIX OMONTATOB
6oabHbIX ¢ JIJITIM, onucanu peopraHM3alnio capKoaeM-
MBI W TIOmJICXKAINEeTo IIMTOCKeneTa (yBeIMYeHUe Ooiee
yeM B 5 pa3 IO CPaBHEHUIO C KOHTPOJIEM PaCCTOSTHMS
MEXKITy CapKOJIeMMO M OJIIDKaUIIMMU MUODUOpHILIaMu).
Taxcke OBLIHM TTOKA3aHBI N3MEHEHUSI B CTPYKTYPE MUTOXOH-
IpUiA 1 OMOXMMMYECKOM aKTUBHOCTH KJICTOK ITCYCHU
1 (p1OPOOIACTOB KOXKM B OTCYTCTBHE 3HAYMMBIX MyTaINiA
mutoxoHapuanbHoi JIHK y manmmenTos ¢ JIJITIM [21].

Knuxuyeckas Kapmuxa

B uenom JIJITIM 1-ro Tuna siBasieTcss OTHOCUTEIbHO
JIOOPOKAYECTBEHHON MEIJICHHO PO PEeCCUPYIONIC MUO-
IucTpodureil ¢ HadaJoM B ITO3IHEM JIETCKOM WUIM B3pO-
cJioM Bo3pacTe (cpemHuii Bo3pacT nebiota ot 10 mo 20 srer),
CYIIECTBEHHO HE HapyIIaIoIIei ITOBCETHEBHYIO aKTUB-
HOCTh IMAIIMEHTOB, HE BIMSIOIICH Ha PEIpPOXYKTHUBHYIO
(YHKIIMIO ¥ MPUBOISIIEH K BRIPAXKEHHO MHBAIMIN3AIAN
Ha MO3IHUX STarax TeYeHUsI.

DKCIPECCUBHOCTh TeHA JINIIE-JIONAaTOYHO-TICpOHEATb-
HOI MBILIICYHOM TUCTpodry BappHpyeT. B HemMaioM porieH-
Te ciy4daeB (52,4 %) 60Je3Hb IIMTEIbHOE BpeMsl ITPOTEKAET
6eccummToMHO [9]. TTallMeHTHI He TIPEIBSIBIISIIOT KAJIOO0BI
Ha JIBHUTaTeIbHBIC HapyIIeHUs Jaxe Ha (poHe MHCTPYMEH-
TaJIGHOTO BBISIBJICHHSI Pa3HOi CTEIIEHN aTPO(PIH OTHETBbHBIX
MBIIIIII WIM WX TIOPLIMiA, KOTOPHIC BOBJIEKAIOTCS HAa paHHEH
cTaauun y O0JIbHBIX C pa3BUTOM (hOPMOIL MBIIIIEUHON JUCTPO-
¢un. MamMeHeHNsT HOPMATbHON MUMWKHA W JeOpMAaIIs
IIICYEBOTO TT0sIca (OMyIICHHBIC HANTUICYbsI, BITAJIas TpyIHAsT
KJIETKA U JIp.), BOSHMKAIOIINE B pe3yJIbTaTe HepaBHOMEPHOM
aTpOodUM MBIIIILI, TTOSIBJISTIOTCSI HAMHOTO PaHBIIe, 9eM JIBH-
raTeJIbHbIC HapyIIeHWS, 3aMETHBIC T OOJIBHOTO.

B xnaccuueckom «B3pociaom» BapuaHte JIJITIM 1-ro
TUIIA CIa00CTh B MEPBYIO OYEPEIb 3aTPArvuBAET MbIIILIbI
JINIIA, BEPXHUX KOHEYHOCTEH U IUIe4eBOTO mosica. OmHUM
13 PAaHHUX CUMIITOMOB TaK3Ke MOXKET OBITh CJTA0OCTH MBIIIILT
TepeIHel OPIOITHOM CTEHKY, BHAYaJIe He NMeroIast (pyHK-
LIMOHATBHBIX TTOCCACTBUI, HO IIPOSIBIISIIONIASICS B BUIIE
MOJIOXKUTENbHOTO cumiitomMa busypa*. G.I. Awerbuch

*TecT, MPeIOKEHHBIM aHTJIMACKUM HEBPOJIOTOM BUBYpOM /1S oTipene/ieHrst ypOBHSI TOpaXkeHUs CITMHHOTO Mo3ra. B ciyuae JIJITIM cna6octb
HIDKHEH YyacTu MPSIMO MBILILIBI XUBOTA, UMEIOIIasl UHYIO 3THOJOTUIO, TEM He MEeHee, TakXKe MPUBOAUT K CMELLEHUIO MyNKa B KpaHUaJIbHOM Ha-
MpaBJICHUN Y MaLMEeHTAa, JIeXKalllero Ha CITMHE U MbITAIOLIErocsl MPUIMOIHSTh BEPXHIOIO YacThb Tea.
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1 cOaBT. [23] paccMaTpuBaIy JaHHBI CUMIITOM KaK OINH
u3 Haubonee xapaktepHbix mis JIJITIM u He BcTpeuaB-
IIWicA Y TTAIIMEHTOB C IPYTUMM HEPBHO-MBIIICUHBIMU
3a00J1eBaHUSIMH B OITMICAHHOI aBTOpaMU TPYIIIIE.

Pano BoBiIeKarOTCS KpyroBasl MBIIIIA pTa, HIDKHUE
MMOPLINY TPAIICIINEBUIHBIX 1 TIEPETHNUX 3y0UaThIX MBIIIIII,
CTEPHOKOCTAJIbHBIC TTOPIIMM OOJBIINX TPYIHBIX MBIIIII,
IIeYeTydeBhIe, IMMPOYANIIIE MBIl CIIMHEL ¥ TIEPEIHIe
OosblIeOepLIOBLIe MBIIIBI. Ha mo3aHeit ctaguu 6one3Hu
MIPUCOCIUHSIETCS CJIA00CTD MBI 3aMHEH TPYIIIIEI Oemep,
OOJIBIINX SITOMWMYHBIX MBIIIII] ¥ MTHOTAA IBYTIaBBIX MBIIIILT
ied. YeTbIpeXxriaBeie MBITIIBL Oeep U CPeTHIE SITOTNI-
HBIe, KaK MpaBUIO, He M3MeHsIoTcs [9]. BoapmmHCTBO
MMAIIMEHTOB UMEIOT TUITOTPOMHUIO 1 CITA00CTDH MBIIIII HIK-
HUX KOHEYHOCTEM, YTO, OHAKO, HE OTPAXXEHO B KJIACCU-
yeckoM HasBaHum JIJITIM. XapakrtepHa acuMMeETpU4-
HOCTH BOBJICUCHMST MBITIILI.

C1ab0oCThb MBI TUIEYEBOTO ITOSICa BBI3BIBAET KAK OT-
paHMYeHWE OIBIDKCHUM B CyCTaBax, TaK M MOSBJICHUE BbI-
CTYMAIOIINX «KPBUIOBUAHBIX» JiormaTtok. CaabocTh Jauiie-
BOM MycKyJaarypbl y mnauueHTtoB c¢ JIJITIM mnpuBomut
K (QOpMHUPOBAaHUIO «3aCTBHIBIIECTO» BBIPAXKECHUS JIMIIA,
a Takke K HEBO3MOXHOCTU HanyTb LKW, HAMOPLIUTH
JI00, MOCBUCTETD Y BBITIOJTHUTH APyrre (DYHKIIMOHAIBHEIE
npoOksl. IIpy 3TOM AbIxaTeabHbIE, OyJbOApHBIE, SKCTpa-
OKYJISIPHBIC MBIIIIIIBI, KaK IIPABUJIO, OCTAIOTCS MHTAKTHBI-
mu. HapyieHus roranust penku u ormmcanbl M. Wohlge-
muth 1 coaBT. y 10 13 87 maliMeHTOB B CBSI3U CO CJIa00CTHIO
KeBaTeJIbHBIX MBI W MBI sI3bIKa [24]. OmucaHb
cIyJau BPOKICHHOM aIljla3uy YaCcTH WUIM IIEIBIX MBIIIILT
(OOJIBIIION TPYTHOI MBIIIIIBI), TPUIMHBI KOTOPBIX HESICHBI
[25], atpodun Mbl1L si3b1Ka [26]. Hapsimy ¢ oTuM y HEKO-
TOPBIX TALIMEHTOB OTMEYAIOTCS IICEBOOTHUIICPTPOMOUU
MBIIII TOJICHEH Ha TTO3MHUX CTAAMSIX Pa3BUTHS OOJIE3HM,
YTO TIpUAACT JaHHOM MATOJIOTUY KIMHUICCKOE CXOICTBO
¢ Muonuctpodueit bekkepa [27].

ConyTCTBYIOIIMMH BHEMBIIIEYHBIMA CHUMITTOMaMU
JUJITIM moryT ObITb CEHCOHEBpajbHasl TYTOYXOCTh yMe-
PEHHOI M BBIPAXXKEHHOW CTETICHW, aHOMAaJIWU COCYIOB
CeTYATKM: TeJICAHTUIKTA3N1, MUKPOAHEBPU3MBI, OKKITIO-
3UH1 ¥ pa3pBIBBI KAIMLISIPOB, HAPYKHBIN SKCCYIATUBHBIN
petunutr Koatca [28—34]. OnucaHbl cropaglyecKue
cirydau JIJITIM, conpoBoxaamlnecs: CHUKeHeM MHTE -
JnexTa [35], BbIpakeHHOIM TpeAcepaHON TaxuKapauei,
MoTpeOoBaBIlIeil YCTAaHOBKY BOAMTEISI pUTMa cepaLa [36].

ITpu n1abopaTOpHOM HCCIEAOBAHUM BBISBJISIOT TOBbI-
meHue ypoBHS KpeatnHDochokmHazsl (KDPK) B kpoBu
B cpemHeM 10 1,5—2 HopM.

[Tpu snmekTpoMuorpaMIecKoM UCCICI0BAHNUN TIPO-
BeleHWE MO NepudeprudecKMM HepBaM HE CTpamacrT,
MPU MIOJbYaTOM HCCJIENOBAHUM BbISIBISIOT TPU3HAKU
IIePBUYHO-MBIIIIETHOTO TTOPAXKECHUS.

HauGonee Tskenoit M OBICTPO IMPOIrPECCUPYIOLIECH
apnsieTcsd MH@anTwibHasg ¢dopma JIJIIIM 1-ro Tuma,
IIPY KOTOPOI TIEPBBIE CUMITTOMBI 3a00JIeBaHMS BOSHIKAIOT
B cpeaHeM Ha 3—4-M romax XXW3HU U IIPUBOISIT K 00e311-

BUXKEHHOCTM TAUMEeHTOB K 15—20-71eTHeMy BO3pacTy.
CUMIITOMBI MTHOT/IA TIOSIBJISTIOTCS €111€ B TPYTHOM BO3pPacTe
B BUIE NBYCTOPDOHHETO Tape3a MUMWYECKUX MBIIIII,
YTO MOXET UMUTHUPOBATH BPOXKIEHHOE TTOPAKEHUE JIUIIE-
BBIX HEPBOB. B manbHeilieM pa3BUBAIOTCS PUHOJATMS,
a nHorna nro3 [5]. IIporpeccupytoiasi mpoKcumMaabHasi
MBIIIIEYHAsT CTAa00CTh BO3HUKAET CITyCTsI 1—2 roma mocie
Je0r0Ta 1 B IEPBYIO OUEpelb 3aXBaThIBAET TIJIEUH, a 3aTeEM
MBIl Taza. g mHbantunbHol GOpMbI B OOJbIIEH
CTETIEHU XapaKTepPHO BOZHUKHOBEHUE KOHTPAKTYD, TICEB-
JOTUTIEPTPOdUIT MBITII, CKOTNO03a. B Hanbosee TsKerbIx
W3 OMNHMCAHHBIX CiIydyaeB 3aboseBaHue MaHUpecTUpyeT
Ha TIepBOM TOJTy KU3HU B BUJIE TUTIOMUMUW Y UH(AHTUITb-
HBIX CITa3MOB C JaTbHEUIITNM Pa3BUTHEM aTPO( U CKeJleT-
HBIX MBI, SI3bIKa, TTAPE30M TJIa30JBUTATEIIbHBIX MBIIIIL]
¥ BhIpaXX€HHBIM CHIDKEHMEM nHTelekTa [37].

B pamkax HECKOTbKMX TTIOKOJIEHU! OIHOW CeMbU He-
OHOKPATHO OTMCAHBI CIy4al BBISBICHUS] KaK «B3POC-
JIBIX», TaK 1 MHPaHTUITBHBIX (popm JIJITIM, a Takke Ham-
que «0eCCUMITTOMHBIX» POIUTEIICH-HOCUTEICH MO3aNIHBIX
MYyTalWi y IeTeil ¢ paHHUM JIe0I0TOM 3aboneBaHud [38].

INpencrapisieM BHUMaHUIO YUTATENIEH OMMCaHUE COO-
CTBEHHOTO KJIMHUYECKOTO HAOMIONEHUSI — YHUKATHLHOTO
clrydast couetaHus MH@aHTUIbHONU dopmbl JIJITIM 1-Tto
TUTA y peOeHKa C paHee YCTAaHOBJICHHBIM APYTUM Hacle/-
CTBEHHBIM 3200JIEBAHNEM — MYKOBUCIIIO30M.

Kaunuueckuii cayuaii

Mesourca I1., 6 aem 8 mec, ¢ 6 mec nHabarodaemes 6 HI[3/[
PAMH no nogody myxosucyudosa.

H3 anammnesa: poousrace om 2-ii 6epemennocmu (1-s be-
PEMEHHOCMb 3a8ePULUNACy UCKYCCMBEHHbIM NPePbleaHUuem)
Y comamuuecku 300poabix podumeneil, He COCIMOAUUX 8 KPOB-
Hom podcmee. B podocaogHoil cayuaes HepeHO-MbluieUHbIX
3aboneganuil He ommeuanocs. bepemennocms npomexana
€ aHeMmuell Ha 8ceM NPOMSIJCeHUU,; HaAuYUue NPOU3B00CMEeH-
HbIX U UHBIX 8pedHOcmell 00 U 80 8peMs bepeMeHHOCU Mamb
nayuenmku ompuyaem. Poosl nepsvie, camocmosmensHole,
6 cpok. Macca meaa npu posicdenuu — 3070 2, pocm — 51 cm.
Ouenka no wkane Aneap 8/9 bainos. Bakuyunayus BILK,
npomue eupyca eenamuma B npoeedena 6 poddome.

C posicdenus HaxX00UAACH HA UCKYCCMBEHHOM BCKAPMAU-
BAHUU 8 853U CO CAAOOCMbIO COCAHUSL U BbIABACHHbIM CDA3Y
nocae pojicoenuss nepugeputeckum nape3om 16020 AUUEB020
Hepaa. IIposodunocs ghusuomepanesmuueckoe neverue c yme-
DEHHOI NOA0ICUMENbHOL OUHAMUKOL — COXPAHAACA napes
AUYEBbIX MblIUY, 1a20(hmansm ciesa.

Ilo pe3ynbmamam HeOHAMAAbHO20 CKPUHUH2A 3aN0003-
PeHo Haauyue mykKosucuyudoza. B 3 mec duaeno3z noo-
meepicoen  MOAEKYAAPHO-ceHemuyecKu  (Mymayus
F508del). Hauamo cumnmomamuueckoe neverue (KpeoH,
NYABMO3UM, UHSAAAUUU C SUNEPMOHUUECKUM PACMEOPOM
NaCl, ypcogpanvk). B 5 mec nepenecaa nueemonuto ¢ gop-
MUpoganuem ameneKkmasa epxteii 0oau npagozo 1e2koeo,
noayuana koncepeamusnyto mepanuto. C 6 mec npoxodura
Kypcbl 00Cc1e008aHUS U KOMNAGKCHOU peabuiumayuu
6 nyavmoronoeuteckom omoenenuu HI[3/] PAMH. Paunee
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NCUXOMOMOPHOE pa3eumue npomeKald coOoOmeemcmeeHHo
603pacmy.

B 2 200a 6 céa3u ¢ Haruuuem y pebeHKa XpoHU4ECK020
3a001e8aHUs Ne2KUX, PUCKOM (POPMUPOBAHUSL N€204HOU 2U-
nepmen3uu 0bl10 NPoBedeHo0 IHO0BACKYAAPHOE 3aKpbimue
paHee 8vis61eHH020 Jeghekma mexcnpedcepoHoil nepecopooKU.
IIpumepro 6 smom sice 603pacme podumenu 3amemunu y de-
604K U NOsGAEHUE U HAPACMAHUe 80POHK000pa3Hoil deghopma-
yuu epyonoi kaemxu. Taxkce ¢ 2-nemneeo gos3pacma nos-
BUACS 2HYCABbIIL OMMEHOK 2010CA, KOMOPblil C653b184U
¢ paspacmanuem adenoudos [1—I1I cmenenu. [locae npoge-
OeHust a0eHIKMOMUU 2HYCABOCMb HE3HAHUMENbHO YMEeHbUIU-
AACb, HO NPOO0AICANA NPOSPECCUPOBAMD 8 OANbHEIUEM.

Peberok noayuan eakyunonpouiaKkmuky no UHOUBUAy-
anvHomy epaghuky. B 4 eoda nocae oonomomenmuoeo 6ede-
HUs 6aKYUH npomue eenamuma B u 5-eanenmnoil eakyuHol
npomue dugpmepuu, CmMoAOHAKA, KOKAOUA, NOAUOMUEAUMA
U eeMounbHO UHGeKyUU Mams 3amemuna ObiICmpyo ymom-
asemocms peberka. Jlesouka omkazvleanacs xo0ums Ha 601b-
wue paccmosiHus, Hcano8anacs Ha caabocms pyyex (Heoxom-
HO NOOHUMAAGQ pYUKU NpU 00e8aHUU U paA30esanuu);
UBMEHUAACh NOXOOKA — X0OUAQ «HA HOCOUKAX», «VIMUHOU»
NnOX00KOIl, ¢ peKypeayueil 8 KOAeHHbIX CYCMABAX.

K 5 e00am pebenok npakmuuecku nepecman camocmosi-
MeAbHO NOOHUMAMbCS N0 AeCIMHUYe, NPOPeccUuposant caa-
00Cmb NPOKCUMAALHBIX MbliUY, KOHEYHOCMell, NOSCHUYHbLI
eunepaopoos (puc. 1), cmanu 3amemmsl OMcmosujue <Kpvlao-
8UOHbIe» N0NAMKU (pUc. 2), COXPAHANACh OCMAMOYHAs ACCU-
MempUu4Has cAabocms MUMUMECKUX Mbliuy, auya (puc. 3).

Pebenok 6bi1 ocmMomper He8poa02OM, UCCAe08aH YPO-
senv KOK 6 kposu (1131 Ed/n). 3anodospero nasuuue co-
nymcmeyrwuieil HepeHo-muluieuHoil namoaoeuu. Ilpu obcae-
008aHUU MONCKYASPHO-2EHEMUMECKUMU Memodamil UCKAOUEeH
6e10KapouohayuaibHbLil CUHOPOM, HaAUudUue Mymayuii @ ee-
Hax SMN1 (cnunanvnas amuompoghus) u CAPN3 (nosicno-

Puc. 1. llayuenmia I1., 5 rem. @opmuposanue eunepaop0o3a 8 ROSACHUMHOM
omadesne NO360HOYHUKA, <KPbLAOBUOHbIEY> NONAMKU

Puc. 2. llayuenmica I1., 5 aem. «Kpvirosuonwie» nonamru. Carabocms mviuiy,
nAeue6020 NOSCA U NPOKCUMAALHBIX MbLULY, PYK

KoHeuHocmHuas muoducmpous 2A muna). Kapuomun 46,
XX, HopmanvHbiil HceHCKU.

Maenumno-pesonancnas momoepagusa (MPT) eonos-
HO020, CNUHHO020 M032A, NO360HOYHUKA He 8bl8UAA 006 MH020

|

Puc. 3. llayuenmra I1., 5 rem. Jlgycmoponnss acummempuunas crabocms
MUMUMECKUX MblULY AULA, UHHEPBUDYEeMbIX MUUEBbIMU HePEAMU, 1a20PHMansm
cresa
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U 04A208020 NOPAICEHUS eUjecmEa 20106H020 M032d, NAMO-
N02UMECKUX UBMEHEHUIl CO CIOPOHbI WElH020 U NOSCHUYHO-
Kpecmuy06020 omadenos nozeonounuka. MPT mbluy He npo-
eéodunrace. Ilpu  ueonvuamoil  2nexkmpomuoepapuu
(Oeabmosudrnas moiuya, nepedHsis 60AbUeOEPUOBAS MbIULA)
6bl516/1€H NEePBUHHO-MbIULEHHbLIL XaPaKmep NOPAJICeHUS..

Podumensamu pebenka 6bt10 NpuHAMO peuterue o 0anb-
Hellwem nevenuu 3a pybexcom e HMspaune. Tam dce Oviaa
8bI61€HA 2-51 Mymayusi, 0MeemcmeeHHAas 3a pa3gumue my-
kosucyudoza (E92K). Ha ochosanuu Kaunuveckoll KapmuHol
U paree npogeodeHHbIX UCCAed08anULl Obli NPOOOAICEH NOUCK
HepBHO-MblUIeYHO20 3a001€8aHUS, BKAIOYAGUIUI OUONCUIO
npAMOU Mbluuybl 6edpa ¢ UMMYHOLUCHOXUMUHECKUM Uccae-
dosanuem. Ilamonoeuu ne vis6aeHo.

K momenmy eo3eépaujenusi ¢ Poccuto u npoxosxcdenus
NnAaH08020 00cAed08anUs U Aevenust 8 6 n1em y NaAyUeHmKU
OmMeuanocy danveliuiee NPOSPECCUPOBAHUE NOACHUUHOZ0
2unepaopao3a, NPoKCUMANbHOU MbluleyHOl crabocmu u caa-
bocmu MUMUMeCKUX Mbluy, Auya (nepecmana Hadysams wieku,
He Moeaa nposecmu uccaedosanue QyHKYUU 8HeulHe2o 0bixa-
Hus (crabocmob Kpy2o8oil Mulullbl pma), Xydice Hcesana JHcecm-
Kyl nuwy, coxpausacs nacogpmanem cneea). Ilossunrace
MYy20n008UNCHOCMb 8 201€HOCIONHBIX CYCMABax ¢ hopmupo-
8aHUEM IKBUHYCHOU YCMAHOBKU CION.

Jlesouxa Obina nNOBMOPHO OCMOMPEHA 2eHeMUKAMU.
Ha ocHosanuu 8blueonucantbix J4canob u CUMRMOMO8 KAu-
HUYeCKU YyCmanoeaeH OUaeHO3: NPO2PecCcUpyrouyasi MbluleHAas
ducmpous Jlandysu — Hexucepuna. llns monexkyasipHo-eeHe-
muyeck020 noomeepicoeHuss OuaeHo3a nayueHmxka Oviaa
Hanpaenexa Ha o6caedosarnue 6 Kaunuxu «Illapume» (bep-
auH, lepmanus) u Unemumym muonoeuu (Ilapuxc, @Ppan-
yus). Ilpu uccaedosanuu nokyca FSHD evisénrena mozauuuas
deneyus 4935 xpomocomosl (YKopoueHue nO8MOPAOULe2ocs
peeuona D474 ¢ pasmepe 2 +/ — 1 nosmopsrouuxcs eOunuy,
6 COCIMOSIHUU COMAMUUECK020 MO3AUUU3MA 8 8bICOKOU YaACMO-
me), m.e. duaenos JIJIIIM 6bi1 noomeepicoen. Yuumoieas
omcymcemaeue Oms20UeHH020 HACAeICMBEHHO20 AHAMHE3A,
a maksice KAUHUHeCKUX NPU3HAKoe 3a0601eeanus y pooume-
Aell, NocAeOHUM MakKdice PeKomMeH008aNU MONEKYAAPHO-2eHe-
muyeckoe 00caedoganue ¢ Yeavlo YMOYHEHUs ceepeeayuil
evls61eHHbIX anneneil. Ha nacmoswee epems uccaedoganue
euje He nPoGedeHo.

Jluaeno3 y pebenxa: auye-10namoyvHo-niewesas npozpec-
cupyrowas muooucmpodus (Mo3auuHas oeneyusi Xxpomocombl
4q35: ykopouenue nosmopsioweeocs peeuona D4Z24). Myko-
sucuyudos (eemeposueoma F508del, E92K), recouno-kuuieu-
Has gopma, meuenue cpedueit maxcecmu. Bpoxcdennoiii no-
POK cepdua: depexm mexcnpedceponoii nepecopoodku.
CocmosiHue nociae onepayuu 3aKpsimus deghekma mexcnpeo-
cepoHoil nepeeopodku okkarodepom 24.12.2008. HKO. Bopon-
Koobpasnas epyonas kaemxa I cmenenu. Bmopuunoltii reeo-
CMOPOHHUU A0POOCK0AU03. [[8YCMOPOHHAS XPOHUYECKAs
ceHcoHespanbHas myzoyxocms I cmenenu.

Kaunuueckuii cmamyc pebenxa Ha OanHbli MOMeHM
(603pacm 6 .1em 8 mec). B cosnanuu. MenuneeanvHolx u o0uje-
MO03208bIX cUMNMOMO8 Hem. B okpyicaroweii obcmanogke

opuenmupogana. TpeeoicHa u 2MOYUOHAABHO 3a8UCUMA
om mamepu. Hnmeniekmyanvroe pazgumue coomeemcmeyem
so3pacmy. Peus dhpazosas. Con cnokoiinsiii. Inuzodos cydopoe
He ommeuanocy. Hepennoie nepeni: enazmvie wieau, D < S. Ilps-
Mas u co0pyslcecmeeHHas peaKulisi 3pa4K08 Ha c6em 8 HopMe.
IIpasocmoponnee cxodsujeecs kocoenazue. Hucmaema nem.
Touku evixo0a éemeeil MPOUHUUHO20 Hepaa be3done3HeHHble.
Ommeuaemcs acummempuuHas cAab0Cmb MbliUY, AUYA, UHHE-
psupyembix auyeevimu Hepeamu, D < S, raeopmansm cresa,
cenadiceHHoCmy HOcoeYOHoU ckaadku creea. Cayx ymepeHHO
CHuIceH (cenconespanvrHas myeoyxocms I cmenenu). Onpede-
ASIeMCsL CAab0CMb JICeamenbHblX Mbllil, peub Heuemkds,
ommeuaemcsi eHycagocms eonocd. Hzeik u szvivex (uvula)
N0 cpedHell AUHUL, CUAA MbIULY A3bIKA YOOBAEMBEOPUMENbHAS,
ampoguii uau ubpuriayuil 13viKa He ommeyaemcs. Hebno-
enomoumblil peghaexc cuuxcer. Inomanue c60600H0e, Hcecm-
Kyto nuwy scyem ¢ Hekomopuim mpydom. [losopomet 20108661
u uteu 8 noaHom obseme. Jleueamenvras cghepa: xooum camo-
CMOSMENbHO, NPEUMYW,eCMBEHHO HA HOCOYKAX, OANaHCupys
pyKami, n000epiCcUBas pykamu NOSCHULY, HECKOAbKO AyHile —
8 noaydscecmkom Kopceme. B noaoscenuu cmos 0as pagrnosecust
BbIHYJICOCHA ONUPAMbCSL HA OKpYycaroujue npeomemsl, om-
cmaeasame Hoey (puc. 4), ommeuaemcs bipaANCeHHbli NOACHUY-
Hblll eunepaopdo3, KOMOpPbLI YACMUYHO KOppeKmupyemcs
Kopcemom (puc. 46). B noaoxcenuu cuos desouxa camocmos-
menvHo yoepycugaem cnuty npsmoii. Tyeonodeuscnocme
8 201€HOCMONHbIX CYCMABAX ¢ meHOeHyuell K popMupo8anuo
aKeuHycHoll ycmarnoeku. Cuna Molidy, CHUNCEHA, CUMMempuY-
Ha: 6 n1e4egom U mazoeom nosce — 3 bania, @ NPOKCUMAAbHbIX
omdenax pyk u Hoe — 4 6aina, 6 OUCmanbHbix 0Moenax pyK —
4—5 6annos, 6 neponeanvroii epynne — 3 6anina. CyxoxcunvHoie
perexcobl ¢ pyK 3HAUUMENbHO CHUJICEHbl, CUMMempUuHble,
€ HO2 — OMCYMCMBYIOM,; Namoao2u4ecKue pegaeKcol He 8bl3bl-
saromcsi. bprownvie pegpaexcor ocrabnenst. Koopounamoproie

Puc. 4. llayuenmia I1., 6 sem 8 mec, b6e3 kopcema (a) u 8 ROAYHCECMKOM
Kopceme (6). [lns yoepacanus pasHogecusi 0e804Ka NPUHUMAEH] GbIHYHCOEH -
HYI0 RO3Y C ONOPOI HA CMEHY U OMCMABACHHYIO HOZY
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npobbL gbinoatsiem uemio. Tazoevie PYHKYUU: KOHMPOAUDYEM.
Meghexayus u moueucnyckanue ceo0600Hble, be300ae3HeHHble,
peeyaapHble. Yyscmeumenvrnocms coxpanena. Beecemamuesnas
cpepa: eunepeudpos nadoweii u cmon. epmoepaguzm benvlil,
HeCMmouKUil.

Jleuenue. B nacmosujee apems ucnoav3yem opmoneou-
Yeckyo 00y8b ¢ JcecmKoll Qukcayuei cmonsl, HOUHble A0H-
2embl Ha 201€HOCMONHbBIE CYCIMABbL 8 NOAONCEHUU HOPMOKOP-
pekyuu, noayxcecmkuil kopcem. Ilpu nepemewenuu
Ha 6oavluue paccmostus pebeHoK NoAb3Yemcs CAMOKAMOM.
Om ucnonv308aHus CNeYUAIU3UPOBAHHBIX Kpecea-Kamanok
U X0OYHK08 Mamb pebeHKa 00 HACMOsWe20 8peMeHy OmKa-
3b18a1ACH.

[Iposodumoe neuenue: Kpeou, unearAUuU NYALMO3UMA —
HOCMOSIHHO, KYpcamu — Ypcooe30KCUxoauesas Kucioma,
anbkap, Kyoecau, yumoghnragun, eumamun E; gusuueckue
Memodsl peabusumayuu, NCUXoa020-nedazo2udecKue 3aus-
must, 3aHAMUSA C 1020NeJOM.

Ilocae nposedenus ouepednoeo obcaedosanus u peadunu-
mayuu, yuumoleds NPoepeccupyouLyo Molie4Hy ciabocms,
Hapacmarowuii cKkoauo3, He03MOICHOCHb NOCMOSIHHOR0 npe-
Obleanus 6 Kopceme, pebeHKy nodobpanu UHOUBUOYANbHbLE
Kpecaa-Kamanxu 045 nPocyaoK U npedbleanus 8 NoMeleHUU
C GHAMOMUH4eCcKOl CRUHKOU U QuKkcayueli maszoeo2o noscd.
Pexomendosano uepedosanue cudenus 6 Kpecaax ¢ aKmuHsIM
nepemeuyernuem 6 kopceme. Ha epems npedvisanus 6 kpecne
paspeutero cHumams kopcem. C yuemom ¢hopmupyrowetics
IKGUHYCHOU YCMAHOBKU CHONbL U KOMNEHCAMOPHO0 UCHONb-
308aHUs1 OGHHOO NOAOICEHUSL ON51 YOePICAHUS OANAHCA PeKo-
MeHO008AHO U320MogaeHUe UHOUBUAYANbHBIX CKOULEHHbIX Cme-
NeK-N00NAMOYHUKO08 0151 Y8eAuHe s ONOPHOCMU CHION.

IIpu o6caedosarnuu eacmposnmeposoeom evisigaeHsl u-
Opo3Hble U3MeHeHUsl 6 NedeHU, 00yCA061eHHble, NO-8UOUMOMY,
meueHuem MyKosuUCyudo3a, a makice blpajiceHHblil peg-
aKc-azopaeum. Haznaueno cumnmomamuyeckoe neverue.

[Ipu obcaedosanuu cyp0onoeom 8vinereHa ceHCOHe8panb-
Has myzoyxocms I cmenenu, pekomeH008aHO cAYXONPOmMe3uU-
posanue. Ilpu obcredosanuu ogpmanvmonoeom u Kapouonoeom
namonoeuU He 8bls81eHO.

06cyxnenue

OnucaHHBIM KIVMHWYECKUI cJydail TpencTaBiseT
XapaKTEePHBIN IpuMep pa3BUTHS MHOAHTUIBHON (POPMBI
JUITIM 1-ro Tuna. KnuHnyeckum 1e010TOM 3a00J1€BaHuUs,
MO-BUAUMOMY, MOXHO CUYUTaTh CJ1a00OCTh MUMMWYECKMX
MBIIILL JIULA MOCJ€E POXIAEHUS, OCIOXHSBILIYIO KOpMJIe-
Hue. Y JeBOUKM TaKXKe OTMEYasiCsl BPOXIEHHbIN mape3
JuleBoro Hepsa. HecMoTps Ha Hajauuue OMMCAHHBIX
B JIATEPATYpPE ClIyyaeB c1abOCTU MBILLIL JIULA, CUMYJIUPY-
IOLIMX JBYCTOPOHHME Iape3bl JULEBOTO HEpBa Yy NeTei
¢ nadanTuibHOM popmoii JIJITIM [39], otueTnmBas cTo-
POHHOCTb MOPAXXEHMSI B HAIIEM CJIyyae U €ro OTHOCUTEJb-
HO OJIarONpUsATHOE TeUYEHUE HE MO3BOJSIIOT HAaM OJHO3-
HA4YHO OTHECTU JAHHBIA CUMITOM Ha CYET KIMHUYECKON
kaptuHbl JUJITIM. JlanbHeHIMM 3TanmHBIM pa3BUTHEM
3a0oJieBaHMs ObLIO yCcyTryOyieHue c1aboCTU JTULIEBON MY-

CKYJIaTyphl, IpUCOSIMHEHNE B 2 Toma puHOIaMr. OT4eT-
JIMBas c1ab0CTh CKEJIETHOM MyCKYJIaTyphI ObljIa 3aMedeHa
POIUTEIIIMU TOJIBKO K 4 TOIaM U COOTHECEHaA C IIPOBeIe-
HHEeM ITpoMIaKTHIeCKOl BakumHam. HecmoTtpst Ha oT-
CYTCTBHME ITOCTOBEPHOM B3aMMOCBSI3M JAHHBIX COOBITHIA,
HaMU OBLIO HaiIeHO aHAJIOTUYHOE OIMMCAaHNE 3aMETHOTO
nporpeccupoBanus JIJITIM y mammenTa ¢ MH(MaHTUILHOMN
(opmoit 3a001eBaHNS MOCIIC BBEICHUS aHTUPAOUUECKOM
ceIBOpoTKM [40]. ABTOpOM JAaHHOTO HAOMIONEHUS OBIIO
CHEJIaHO MIPEIITOI0XEHIE O BO3MOXHOM TPUTTEPHOM Me-
XaHW3Me BO3IECTBUS UIMMYHHOM peaKIIMy Ha BaKIIMHA-
LINIO Ha TeYeHNEe OCHOBHOTO 3a00JIeBaHUSI.

K 5-metHeMy BO3pacTy y OIHMCBHIBAEMON IEBOYKU
copmurpoBajcsa XapaKTepHBIN (DEHOTHUIT ITallieHTa ¢ MH-
danTunbHOM popmoii JIJITIM co c1abocThio MBI JIUIIA,
000X TIOSICOB KOHEYHOCTEH, TUIIEPIOPIO30M B HIXK-
HETPYIHOM M IIOSCHUYHOM OTAeIaX IT03BOHOYHUKA,
(byHKIIMOHATBPHBIMA OTpaHUYCHUSIMU. OTCYTCTBHE CBOE-
BPEMEHHOM KIMHUYECKON HACTOPOXEHHOCTH OTHOCH-
TEJIbHO BO3MOXHOTO HAIMIMSI ITPOTPECCUPYIOIIETO HEPB-
HO-MBIIIEYHOTO 3a00JIeBaHUSI, HECMOTPSI Ha TIOCTOSTHHBIH
MEIUIIMHCKUN KOHTPOJIb 32 PEeOCHKOM, IT0-BHANMOMY,
MOXKHO OOBSICHUTh HAIMYKMEM Y AIIMeHTKY yKe TIOATBEP-
KICHHOM TeHeTUIEeCKOM MaTOJIOTMN — MYKOBHCIIMIO3A.

B ommcriBaeMoOM HaMU KITMHUYECKOM CIydae HaJTM4Ire
y MaMEHTKU MYKOBUCLIMA03a JJIMTEILHOE BpEMSI 3aCTaB-
JISUTO Bpadeil OTHOCUTHh MHOTHE Hecleln(PuIecKre CruM-
MITOMBI (MBIIIIEYHYIO CJIA00CTD, YTOMJISIEMOCTD, (bYHKIIH-
OHaAJbHBIC OTrPAaHWYCHMUS) HA CYET YCTAHOBJIECHHOTO
TeHeTU4YeCKOoro 3aboseBanus. W b sapkast KIIMHIIe-
CKasl KapTWHA IIPOTPECCHUPYIONICH MBIIIEYHON AUCTPO-
(uu, monTBepKIeHHAS Pe3yIBTaTaMH JIEKTPOMHOTpadprr
u ypoBHeM K®K B KpoBH, HanpaBuiia TMarHOCTUIECKUIA
ITOVCK B HY>XXHOE PyCJIO0.

[MpuMeyaTe TbHBIM SIBIIIETCS M TOT (PaKT, YTO IIPOBE-
JIeHVE MBIIIIEYHOI OMOIICHY He TTPUOIU3IIIO K YTOYHECHUIO
JIMarHO3a HEPBHO-MBIIIIEYHOTO 3a00JIeBaHsI. Bo3aMoXHO,
5TO OBLIO CBSI3aHO C T€M, YTO OMOIITAT OBLT B3SIT U3 TIPS~
MO MBITIIIBI Oepa B OTHOCUTEIFHO paHHUE CPOKH TeUe-
Hus 3a0071eBaHmsl. OTCYTCTBHE CITEIIM(DUIESCKIX TTATOMOP-
donornuecknx npusHaxkos JIJITITM, a Takke JiuTebHAs
COXPaHHOCTh (PYHKIIMU MTPOKCUMAJIBHBIX MBI HOT [9]
MOTJIN OBITh TIPUYUHON «JIOXKHOOTPHIIATETBHBIX» PE3YTh-
TaTOB OMOIICHU. XapaKTep paclpeneiicHUs W pPa3BUTHS
MbIIIeuHo# runorpodun rmpu JIJITIM 3actaBiseT paccMa-
TPUBAaTh B KA4Ye€CTBE MBILILBI-MUILICHU AJIs1 OUOIICUU
IIpY TaHHOU TTATOJIOTWH IPYTHE, B YACTHOCTH HaIOCTHEIE,
MBIIIEI [41].

IMonTBepxxaeHue muarHosa JIJIIIM Obuto mosydeHO
TOJIbKO TIOCJIE MaJbHEHIIEro MporpecCpoBaHUs XapaK-
TEPHOM KIIMHUISCKON KapTHUHBI M HACTOMYMBOTO ITOMCKA
MOJICKYJISIPHO-TEHETUUECKOM TMPUIMHBI 3a00JIeBaHUS.
[MomyyeHHBIE pe3ynbTaThl — Mo3awmdHas menenus 4q35
XpOMOCOMBI (YKOPOYECHHE ITOBTOPSIOIIETOCS peTHoHAa
D474 B pa3mepe 2 +/ — 1 MOBTOPSIIOIINXCS SAMHMIIL B CO-
CTOSTHUM COMAaTHYeCKOTO MO3anIIM3Ma B BHICOKOM 9acTo-
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T€) COOTBETCTBYIOT olmrMcaHHoU myTaruu ripu JIJITIM 1A
trra [42]. ComaThuecKnii MO3auI3M TakxXKe Oojiee xa-
pakTepeH ISl CIIOPATNIeCKUX clIydaeB (4TO, TIO-BUAMMO-
MY, IMEET MECTO B OITMCHIBAEMOM HAOJTIOICHNN), a MAJIOE
YHCJIO BRISIBJICHHBIX IIOBTOPOB pernoHa D474, BeposiTHO,
CIIyXXUT IPUUYMHOM paHHE U BbIpaxkeHHOI MaHu(ecTa-
mu 3a00s1eBaHmsl. OTHAKO B OIIMCHIBAEMOM CJTyJae He OT-
MeUaeTcsl CHIDKCHMST MHTEUIEKTYaTbHBIX CITOCOOHOCTEH
pebeHKa, HAIMIMS CYIOPOL.

HecmoTpst Ha OTCYTCTBIE TTATOTEHETUIECKOTO JICUCHUST
JUITIM, 3HauuTeIbHOE BAUSIHUE Ha KAYECTBO XKU3HU Malli-
€HTOB M UX POAMTEJICii OKa3bIBaeT IIPOBEACHIE CUMITTOMA-
THYECKOTO JICUCHHSI K MEPOIIPUSITHIA TT0 TIOX00PY TEXHIYE-
CKUX CPEIICTB peabwmmranyi [5, 9, 42]. CuMrrromatnaeckoe
JIeYeHNE JOJDKHO OBITh HAIIpaBJICHO TIPEXIE BCEro Ha Ipe-
JIOTBpAIlEHNE Pa3BUTHSI KOHTPAKTYP W CKOJIM03a, TIONIE-
JKaHNE WMMEIOIIECICS MBIIICYHOM CHMJIBI U Ha CHIDKCHHE
CKOpOCTH pa3Butus atpodu. Heodxommmo MakcMaibHO
MPOIINTh TIEPUOA CAMOCTOSITCIBHOTO TIePEIBIDKCHUSI,
YTO 0OCOOEHHO aKTyaJIbHO IUTsI HAIlIeH TTAlIMeHTKY C XPOHU-
YeCKMM 3a00JIeBaHNEeM OpraHoB IbixaHust. HecMoTpst Ha TO,
yto aj1s1 JIJITIM He xapakTepHO pa3BUTHE KApAMOMUOMIATUN,
HaJIMIne W IIPOrPeCCMPOBaHUE CKOMO3a TPeOyeT 00s13a-
TEJLHOTO PETYJISIPHOTO KOHTPOJISI GYHKIUMU CepLia U Jier-
Kux. TepalreBTIUeCKMiA KOMIUTEKC JOJDKEH BKITIOYATD JIeue0-
HYI0O THUMHACTHKY, Maccax, (HU3noTepareBTUIeCKoe
JIe9eHNe, MEIMKaMEHTO3HYIO TePaITiio, COaTaHCUPOBAaHHOE
mTaHue. MyIBTUINCHUIDIMHAPHBIN TTOAXON K BEACHUIO
TMMalMeHTa ¢ IIPOTPeCCUPYIOIINM HEPBHO-MBILICYHBIM 3200~
JIeBaHMEM TIpEATIoaracT MaKCMMaJIbHO BO3MOXKHYIO ITPO-

GUIAKTUKY, IpedBUACHIE OYIYIIMX OCJIOKHEHMI U IIPOBE-
JNIeHWEe OINEepaTUBHBLIX BMEIIATENbCTB MO CTPOTUM
nokazaHusiM. Kak BUIHO Ha MpeIcTaBlIeHHOM ITpUMEDE, Psifl
nedopMalii OIIOPHO-ABUTATEILHOI CHCTEMBI Y peOeHKa
HOCUT ITPUCIIOCOOUTEbHBIN XapaKTep, KOMIIEHCUPYET Clla-
00CTb OTpeAESEHHbIX TPYITI MbIILIIL M 3aBUCUT OT MOJIOXEe-
HUS Teda B IPOCTpPaHCTBE. MeXaHUCTUYECKUI TTOAXOM
MNpU JaJIbHENILIEM BBIOOPE OMEPATUBHBIX METOOB JIEUEHUST
MOXKET MPUBECTU K YCYTYOJIEHUIO UMEIOILIUXCS AeopMariuit
WU TTOTEPEe ABUTATENBHOM (DYHKIIMU MTPU KAXKYILEMCS yoTyd-
1LIEHWU BHELIHETo BUIa. B cBsI3u ¢ 3TMM BbIOOP BCIIOMOTra-
TeJbHBIX CPEACTB peaduavMTallMyM B HalleM ciaydae Obul
OCHOBAaH Ha MakKCHMMAaJIbHOM y4YeTe KOMITIEHCATOPHbIX BO3-
MOXHOCTEl pebeHKa M COMYTCTBYIOIIEH COMATHMYECKOM
naTojJoruu. BaxHylo pojib UTpaeT M ICUXOJIOrMYecKast
noajiepxkka OOJIbHOTO, MpaBUbHAs MpodecCuoHaTbHasK
OpUMEHTAaLMs U COLMaIbHAs ananTaius.

OO6cyxneHne TaHHOTO KIIMHUYIECKOTO CITydasi, Ha Halll
B3IJISII, TIPEICTABISIET UHTEPEC HE TOJBKO C TOUKW 3PEHUS
OITMCAHMUSI PEOKOTO COYETaHMUS 2 HEeCBSI3aHHBIX HACJIEICT-
BEHHbIX 3a00J1€BaHM I, OTTPOBEPralollero MHEHUE O HEBO3-
MO>KHOCTU HaJiuus1 y 1 pebeHKa HECKOIBKUX TEHETUYECKUX
naTojorvii, TeM OoJjiee MPU OTCYTCTBUM OTITOLIEHHOIO
HaCJIeACTBEHHOIO aHaMHe3a W 0JaronpusTHOM TEYEHWU
O6epeMeHHOCTU. HacToiuuBbIii MOMCK U MOATBEPXKIECHUE
HEPBHO-MBIIIEYHON MATOJOTUM B JaHHOM Cilyyae ObLIM
BaXKHBI I C TOYKM 3pEHUSI TTPaBUJIBHOTO BbIOOpA JabHEN -
1€ TAKTUKY JICUCHUS, YIUTBIBAIOLLIEU COBOKYITHOCTb BCEX
MMEIOLLMXCS U OXKUIAEMbIX B OyIyIlIEM CUMIITOMOB O00MX
3a00J1EBaHUIA.
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