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Pe3rome. [Jucmpoghuuecrkas muomonus (congenital myotonic dystrophy, myotonic dystrophy —
DM, awnen.) saensiemcs MyibmMucUCmeMHulM — 3a001e8aHuemM, Npu  KOMOPOM — Mymayus
3ampazugaem pazeumue U @QYHKYUOHUPOBAHUE DA3TUUHBIX OP2AHO8 U MKAHel: 21a0Kol U
CKeJIemHOl  MbIUWEYHOU MKAHU, Ccepoya, OpeaHa 3peHust (2nasa), 20108H020 Mosed. B
npeocmasieHHol pabome 0000wenbl 00OCMYNHbIe CEEOeHUs OMe4eCMBeHHOU U 3apyOeiCHOU
CNeYUAnbHOU MeOUYUHCKOU IUmepamypsbl. nO BONPOCAM  MYIbIMUOUCYUNIUHAPHO2O BE0eHUs
bepemeHHbIX, O0bHBIX OUCPOPUUECKOU MUOMOHUEL.

Knwoueswie cnosa: oucmpoghuueckas muomonus, 6epemeHHoCmby, 0CI0HCHEHUSA, NPOPUIAKMUKA.

Huctpoduueckas MuotoHus (congenital myotonic dystrophy, myotonic dystrophy, anr:)
SBJISICTCSI HACJICJICTBEHHBIM MYJIbTHCHCTEMHBIM 3a00JIeBaHUEM, TIPH KOTOPOM MYyTallus
3aTparMBaeT pas3BUTHE M (YHKIUMOHUPOBAHME PA3JIMYHBIX OpPraHOB M TKaHEH: IIagkod u
CKEJICTHOM MBIIIEYHON TKaHH, Cep/la, opraHa 3peHus (Traasa), romoBHoro mosra [2, 3, 7-9, 16-
19]. Dto nHambosiee pacmpocTpaHeHHOe 3abojeBaHHEe U3 Kiacca MHOTOHUU. KimHudeckas
KapTHHA JUCTPO(YUUSCKON MHOTOHHH CKJIAJBIBACTCS W3 3 CHHIPOMOB: MHOTOHHYECKOTO,
TUCTPOPUYECKOTO W CHUHApPOMA  BereTaTHMBHO-Tpoduyeckux  HapymeHuil.  Kiroueas
0COOCHHOCTh 3a00JIEBaHMSI — COUYETAaHHME MUOTOHHUH, KOTOpas XapaKTEepHU3yeTcs OTCPOUYCHHBIM
pacciiabieHreM ToCie MBIIIEYHOTO COKpAIIeHHsI, U MPOTPECCUPYIONICH MBIIIEYHON c1abocTH,
nuctpoduu (arpodun). o 1994 roma nuctpoduyeckas MHUOTOHHUS CUUTAIACH OTHOPOIHBIM
3a0oneBanueM. OJHAKO B MOCJIEIHUE TOJABI MOCNIE UACHTU(DUKAIMKM Pa3IMYHbIX MyTalud Mpu
CXOIHOW KJIMHUYECKOM CHUMNTOMATHKE, HAIOMUHAIOMIEH AUCTPOPHUUECKYI0 MHOTOHMIO, OBLIO
MOKa3aHO, 4YTO OJTO TeTepOreHHoe 3aboJieBaHHME, MPEICTABICHHOE TpPeMs MOATUIIAMU:

muctpopuueckas muoToHust 1 tuma (myrtamms 19q13.3), nuctpoduueckass MUOTOHUS 2 THIIA



(mytammst  39q21) w gucrtpodmueckas wMuOoTOHMS 3 Tmma (myrtamus  15q21-q24).
PacnpoctpanenHocth auctpoduueckod MHOTOHUM 1 THma B OOJBIIMX TMOMYJALUAX OKOJO
1:8000 [11], a auctpodrueckoit MUOTOHMH 2 W 3 TUIIOB B HACTOSAIIEE BpPEeMsl HEIOCTATOYHO
uzydeHa [2-5, 10]. B mocnennue roasl mokasaHa JOCTaTOYHO BBICOKAs PacHpOCTPAHEHHOCTh
3a0oneBanus B Bocrounoit Cubupu u AxyTtun: no nanasiM H.A [HHaiinep u coast. (2005), E.A.
Kosynmunoit u coaBt. (2006), B KpacHospckom kpae auctpoduueckas MHOTOHHS 1 Tura
coctasisier 14,17 na 100000 nacenenus; Torna kak no gaHHbIM A.JI. CyXomsicOBOI U COaBT.
(2005), pacnpocTpaHEHHOCTh AUCTPOPHUECKOM MHUOTOHMM | THma B SIKyTMH NpeacTaBieHA
10,32 na 100000 [1, 5].

Huctpoduueckass MuotoHus: | Tuma coctaBisier okoigo 98% Bcex ceMel ¢ JaHHBIM
3a0oneBaHueM. B nuTeparype BcTpeyaeTcsl Tak e MoJ Ha3BaHHMEM MUOTOHUYECKasl TUCTpodus
1 Tuma, muotonus Llreitnepra-barrena-Kypmmanna (Steinert- Batten-Curschmann myotonic
dystrophy, anrm.), atpodudeckas muotonus Poccommmo. B oTedecTBEeHHOH JTEpaType Yaiie
BCTpeuaeTcsl MOJ| Ha3BaHUEM aTpoduueckas MHOTOHUA. bonesHs BnepBbie omucaHa B Poccun
I"'". Poccomumo B 1901 rony; nmozanee, B 1909 rogy, HesaBucumo Apyr ot apyra, H.Steinert u
F.F.Batten ganu moapoOGHOe omucaHue KIMHUYECKOM KapTUHBI 3aboseBaHus. 3abosieBaHHe
HaCJEeAyeTCs MO ayTOCOMHO-JIOMMHAHTHOMY THITy C BBICOKOHM meHeTpaHTHOCThiO (100% — y
MY>K4uUH 1 64% — y skeHumH) [2, 5].

CuuTaercs, 4TO MY>KYMHBI CTpanaroT B 1,5-3 pa3a yaie >K€HIIUMH, OJHAKO B MOCIEIHEE
NECATUIIETUE B pe3yJbTaTe BHEAPEHHS COBPEMEHHBIX METOJ0B I€HETHUYECKOrO TEeCTUPOBAHUS
HAKOIUJICHbI yOETUTEIbHBIC NaHHBIC CBHUICTEILCTBYIOUIME O TOM, YTO 3HAYUMBIX MOJOBBIX
pasnmuuuii B pacHpOCTPAaHEHHOCTH  AUCTpoPuUeckor  MHUOTOHMM |  TuUma  HET
(My>xuuHBIOKeHIMMHBL = 1:1).  BBIpa)kKeHHOCTh KJIMHUYECKON KapTHUHBI, BO3pacT AeOroTa
3a00JIeBaHMs MOTYT 3HAUMTEIBHO pa3nuyaThcs Jake B TMpeneiax ofHoW cembu. Yarie
HavaJIbHbIE MPOSIBICHUS BBIABISIIOTCS B 14-30 sieT (MeX1y BTOPBIM U YETBEPTHIM JIECATUIIETHEM
KM3HH), HO ONTMCAHBI KaK HEOHATaJIbHBIE, TaK U MO3HHE (opMbl. CUHTAETCS, YTO HEOHATAIBHBIC
dbopMbI TepenaroTCs MO MAaTepUHCKOM JIMHUM U HUMEIT Oonee Tsokenoe tedenue. [lpu
TUCTpOPUIECKOH MHOTOHMM | THUMa MyTalus 3aKiIl04aeTcs B SKCMAHCUU TPUHYKICOTHUIHOTO
nosropa CTG (trinucleotide Cytosine-Thymine-Guanidine, anriu.) B npoTenHKMHa3HOM TeHe 19

xpomocoMmsl (puc. 1) [9, 10].
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Puc. 1. lIpuuuna oucmpogpuueckoii muomonuu 1 muna - mymayusa 19q13.3. A - noxanuzayus
DMPK cena wna Onunnom naeue 19 xpomocomvr 6 nosuyuu 13.3. B - osxcnancus

mpunykieomuornoz2o nosmopa CTG 6 npomeunxunaznom cene 19 xpomocomul [no R.1. Richards,
G.R., Sutherland 1997].

B nopme uymcio CTG mnoBTopoB Bapeupyer oT 5 nmo 37, a mpu IUCTPOPUUECKOM
MUOTOHHMH yBenauumBaeTcs ot 38 1o 2000 u Gosiee; HanboJiee TSKEIOE TCUCHHUE, PAHHUI 1e0I0T
U CEephE3HBIN MPOrHO3 3a00JEBAHUS OTMEYAETCS Y UHIUBUIYYMOB C YUCIOM TPUHYKICOTHIHBIX
noBTopoB paBHbIM 3000 u Oomee [15, 16]. Myrtamus DMPK mnpuBoauT K HapymIeHUIO
romMeocrasa MoHOB Ca'', HAPYUICHHIO IIPOLECCOB BO3OYKICHHS M COKPAIICHHS MBI,
HapyLICHUIO CEepJICYHOM MPOBOAMMOCTH. B HacTosmiee BpeMs moka3zaHa BapuabeabHOCTh JITHHBI
CTG mnoBTOpa B pa3IWYHBIX COMATHYECKHX TKaHAX, MPU ITOM KIMHUYECKHE MPOSBICHUS
HapymeHuss (YHKIMM opraHa (TKaHu) BepuUUIUpPYIOTCS TpU pa3Mepe MoBTopa Oonee 55,
OJTHaKO T0 Mepe pa3Butus 3aboseBanus pazmep CTG moBTOpa B COMAaTHYECKUX TKAHSIX MOXKET
YBEJIIMUMBATHCSI CO CKOPOCThIO OKOJO  50-80 moBTOpoB B roa. HamMmenwlias BenuuuHa U
ckopocTh HapacTanusi BennuuHsl CTG moBTOpa — B KpOBH, Hambonbllas — B MHOKapje,
CKelleTHOM MyckynaTtype u noukax. Pazmep CTG noBTopoB B MbIiax ot 2 10 13 pa3 Belie,
4YyeM B KJIETKaX KpoBU. OMOpHOHbI B TeueHuMe | u 2 TpumecTpa OEpEMEHHOCTH HMEIOT
paBHOMepHOe pacnpenenenrne CTG moBTOpOB B TKaHSIX U opraHax. Mo3aulusM MOBPEXIACHUS
COMATUYECKUX TKaHEH MpH IUCTPO(hUIECKO MUOTOHUH | THUIIA OYEBUICH C TPETHETO TPUMECTPa
OepeMeHHOCTh, OH HapacTaeT B TeUECHUE BCEH JKU3HH OOJIBLHOTO uenoBeka [2, 21].

B ornmume ot GOJBIIMHCTBA APYTHX HACIEACTBEHHBIX HEPBHO-MBIIICYHBIX 3a00JIeBaHUN
(m or apyrux ¢GopM MHUOTOHMM, B YACTHOCTH) KIMHUYECKHUE TMPOSBICHUS AUCTPOUUECKON
MHUOTOHUM BapuaOeIbHbI M MOTYT Pa3In4yaThCsl OT YEJIOBEeKa K YENIOBEKY Jlaxe B Mpeenax oOqHon
ceMbU. BoNbHBIC KEHINMUHBI ¢ AUCTPOPUUECKOH MHUOTOHHEH MOTYT CTAIKHUBATHCA C OONBIIUM
YHUCIIOM pa3HOOOpa3HbIX (HEOOBIYHBIX i MHOTOHHM) MPOOJIEM, K KOTOPBIM MOXHO OTHECTU

HU3KHH ypOBEHb JKU3HEHHON aKTHMBHOCTH, MMaCCUBHOCTb, JACTPECCHI0, OOJIbICEHHE, HApyIIEeHUs



CO CTOPOHBI JKENyJA0YHO-KUIIIEUHOTO TPaKTa (B TOM YHCJIC: HAPYIICHUE TJIOTaHUSs, JUCKUHE3US
JKETYEBBIBOJSANINX MyTeW, TOHKOIO U TOJCTOIO KHIIEYHHWKA, ATOHWYECKUE 3amopel U Ap.),
cekcyanbHble npobiembl. [lomumoprannbple KIMHUYECKUE TPOSBICHHS 3a00I€BaHusl 4TO, B pslie
CIIy4aeB, MPUBOJUT K BO3HUKHOBEHHUIO HEJOTMIOHUMAHHS M Jake K KOH(IUKTHBIM CUTYaIUsSIM
MEXIy TalMEeHTKOW W Jeyammm BpadoMm. ClieqyeT IMOMHHUTH, YTO IACCHBHOE IIOBEJCHUE
MAIMEHTKH SBJseTCs, 1Mo OoJblIe Mepe, peajbHbIM MPOSBIECHUEM JaHHOTO 3a00JIeBaHUs, a HE
JKellaHueMm 4yenoseka [ 1, 3, 5].

NHorma y JKEHIIMH MOJOJOTO Bo3pacTa aucTpodudeckas MHOTOHHMS | THma
JEKOMIICHCHpYETCs (WJIM BIEPBBIC JTUArHOCTUPYETCS) B MEPHOJ OSpPEeMEHHOCTH W pojaoB. [lpm
9TOM MbIIIEYHAsI ¢1a00CTh BBISBISETCS Kak y MaTepu, Tak U y peOeHka. OClOKHEHUS MOTYT
BO3HUKATh B Teue€HHE OEpEeMEHHOCTH, BO BpEeMS POJOB M POAOBCIIOMOXKEHHS, BKIIOYas
AHECTE3UOJIOTHYECKUE TPOOJIEMBI, a TAaK)KE B HEOHATAJIHLHOM Iepuojie y peOcHka. B TeueHue
O0epemenHoctr MHOTOBOME (hydramnion) MoKeT OBITH TEPBBIM MPU3HAKOM OOJIC3HH, W BECTH K
IPEKICBPEMEHHOMY OTXOXKJIEHUIO OKOJIOIUIOAHBIX BOJ M CJIA0OCTU POJOBOM AESTEIHbHOCTH.
MuoToHusT MOXET yXyALIAaTh MCXOJl OCIOKHEHHH pPOJ0oB (MAaTOYHBIX KpOBOTeueHUi u Aap.). B
aHaMHe3e y JKEHIINH C TUCTPO(UISCKO MHOTOHHMEW | THIAa MOTYT OBITh BBHISBICHBI yKa3aHUs
Ha POXKJIEHHE MEpPTBOTO pedeHka. KnuHudyeckuil AMarHo3 MOXKET OBITh MOJATBEPXKIACH MPSMbBIM
anaimu3oM JIHK B ceiBopoTke u B Onorntare xopruoHa [5].

B mepByto odepenp HEOOXOIUMO OOBSICHUTH MAIMEHTKE CYIIHOCTh €€ 3a0oseBaHUs,
oOroBapuBasi MpH 53TOM BO3MOXKHBIE BapHUaHThl TEYEHUS M Mepbl NpoPUIaKTHKU. B
OOJIBIIMHCTBE CBOEM MAITUCHTHI U MX POJICTBEHHUKU HE TOTOBBI K 3TON MHPOPMAIUH, TaXKe ECIIN
3HAIOT O HAJIMYUHU HACIEJACTBEHHOM maronoruu. CBeneHus o 00JI€3HNU HY)KHO HU3JIOKHUTh YETKO U
KOPpPEKTHO, CTapasich Ae3aKTyaln3UpoBaTh NposiBIeHHUS Oose3Hu. llamuentka aomkHa OBITH
AKTUBHBIM MIOMOITHUKOM, @ HE TACCUBHBIM ToJIy4aresieM jJedeHus [4,5,20].

Ha cerognsmnmii neHp 3¢ppeKTUBHOr0, MaTOreHETUYECKOro JICYCHUSI TUCTPOPUUECKON
MHOTOHUHM HE pa3paboraHo. [lodTomy OOJBIIyI0 pOJIb HrpaeT MPOo(HIAKTHKA: COONIOJICHUE
pPalMOHAJILHOTO PEeXKMMA JIHS; OTpaHHueHue (JIy4lle UCKIIYEHHE) MPOBOLUPYIOMHUX (PaKTOPOB,
a Takke (UBMYECKUX TEPEHANpPsDKEHUH; TMpOBENEHUE MIANAIMX peadUIUTAIMOHHBIX
meponpustuii (3aHsaTHe JIOK, cnoprom HEoOXOAMMO, OAHAKO HATrpPy3KH HE JOKHBI OBITh
Ype3MEpHbIMH, HEOOXOIMMa WX HWHAUBUAYyaJbHAs  JIO3UPOBAHHOCThH,  PETYJISPHOCTH).
Pexomenmyercs n3derath MUIEBBIX MPOAYKTOB, OOTaThIX COJSIMH Kanus (KapToderns, u3oMa u
Ip.), MUuTaHue OONBHON JOJKHO OBITH pallMOHANBHBIM, OOTaThIM BUTaMHUHAMU, KieTyaTkoi. He
PEKOMEHIyeTCsl KyINaTbCsl B XOJOJIHOM BOJAE, €CTb MOPOKEHOE W MUTh XOJOJHbIC HAIUTKH.
Baxkxen  panuoHanmpHBIA  BeIOOp  mpodeccuu  (MCKIIOYEHHE  padoT,  CBSI3aHHBIX  C

npohecCHOHANBPHOM  BPEIHOCTBIO,  MEPEOXJIAKIACHUEM, 3HAUUTENbHBIMH  (U3HYECKUMU



Harpy3kaMu, HEOOXOIMMOCTBIO OBICTPON CMEHBI MO3bI, PA0OTHI C 3aJAHHBIM PUTMOM (HAIIPUMED,
Ha KOHBelepe). BaxkHoe MecTo UMeeT I1aHupoBaHuE OEPEMEHHOCTH 1 BEJICHUS POJIOB [2].

[IpodunakTryeckue MEPONPHUATHS TO3BOJIAIOT OOIHHON TONBIIE OCTABATHCS COXPAHHOM,
a 3HAYUT CONMANBHO aaanTtupoBanHou [2,9,10,12]. JlrwobGass OepeMEHHOCTh y IKCHIIUHBI,
CTpajaronie win 3a0epeMEHEBIICH OT MYXYHHBI C JUCTPOYUICCKOW MHUOTOHHEH, ITOJDKHA
paccMaTpuBaThCs Kak OEpeMEHHOCTh C BBICOKMM pHCKOM. Benenue OepeMeHHOCTH IOJIKEH
OCYIIECTBIISATh OMBITHBIA aKyIIEP-THHEKOJIOT, UMEIONINA TECHYIO0 CBA3b C JIeYalllUM BpadoM
HEBPOJIOTOM, KapJIUOJIOTOM U caMoi >KeHImMHOH. JKemarenbHa AOpPOOBas KOHCYIBTAIUS C
HEOHATOJIOTOM HJTH IEUATPOM C XOPOIIMM 3HAHWEM HEOHATATBHBIX KIMHUYECKHUX MPOSIBICHUN
HEPBHOMBIILIEYHONW MATOJIOTUH, YTO TMPEACTABIAETCS OCOOCHHO BaXKHBIM B  CIIydasx
qucTpoduveckor MUOTOHUH [2,12].

Becena ¢ OepeMeHHOI, cTpanaromieii HEPBHO-MBIIICYHBIM 3a00JIEBAHUEM — CIIOKHAS
npobisieMa, oHa U3 HauOoJiee TPYJAHBIX B MpakTHKE Bpada. C OJHOW CTOPOHBI, Mbl CUACTIMBBI
BUJCTh MAIMEHTKY, KOTOpass coOupaercs pOAUTh peOeHKa; Mbl 3HaeM, YTO 3TO OYEHb
TIOJIOKMTENBHO TIOBJIMAET HAa €€ JKU3Hb; HO C JPYrod CTOPOHBI, MBI OYEHb OECHOKOHMMCS
OTHOCHUTEIILHO KaK MaTepH, MIIAJICHIIA, TaK U JOMOIHUTEIBHON paboThl, KOTOpasi MOTpedyeTcs OT
KaQKJIOTO, BKIIIOYAs JISYAIIero Bpadya HeIOCPEACTBEHHO [2].

Crnenyet npeaynpeanTs 00JIbHYIO TUCTPOGUYECKOW MUOTOHUEHN JKEHIIMHY, YTO B CBSI3U
CO clabOCThIO CKEJIETHOM MYCKYJaTyphl, OCOOCHHO MBIIII CIIMHBI, )KMBOTAa, TAa30BOr0 TOsfcCa,
Oenep, BO BpeMs BBIHALIMBAHUS OEPEMEHHOCTH MOTYT OECHOKOUTh OONMM B HIDKHEH dYacTu
CIIMHBI, MOXKET Pa3BUTHCSI KOMIPECCHsI Ta30BBIX HEPBOB, C1a0OCTh B Horax [1, 2].

bepemeHHOCTh yBENIMYMBAET HArpy3Ky Ha CEpJCYHYIO MBIIIIY, OCOOEHHO BO BTOpOM
nosioBuHe OepeMmeHHocT (puc. 2). Ilpm mucrpoduyeckoid MHOTOHMM B BHIY ClIabOCTH
CEplIEYHON AESITETbHOCTU CTPaJacT HE TOJIbKO KEHIIWHA, HO U TUIOA: OTMEYaeTCsl CHIKEHHE
KpPOBOOOpAIIICHUS Ha YPOBHE TUIANEHTHI, PA3BUBACTCS TUIIOKCHUS AMOpPHOHA, B Pe3yJIbTaTe Yero
MOJKET TIPOU30NTH CaMOTIPOU3BOIBHBIN BBIKUIBIII, HEBRIHAIIIMBAHUE OCPEMEHHOCTH U POXKICHHC
MEPTBOPOXKACHHOTO. B mieane, TSKECTh CepACUHON MAaTOJIOTHHU Y KEHITUHBI C TUCTPOPUUECKON
MHUOTOHUEH T0JKHA OBITH BCECTOPOHHE OLIEHEHA 0 OepeMeHHOCTH (Ha JTarle ee TUIaHUPOBAaHNS)

[15-17, 19].



Pucynox 2. Inekmponnas muxpogpomozpagpusa muoxkapoa u ckenemuvix mviuiy npu DM
[Arbustini E. et al., 2004]. Obpamume @numanue Ha cXoxcecmv NAMOIOSULECKUX USMEHEHUU 8
mKaHu cepoya (a) u melweunot mkauu (b, c¢) 6 eude nomepu MuouOpULL, HCUPOBOU
Oezenepayuu U YeHMpaIbHO20 PACNONOHNCEHUS S0P 8 MbIUEYHBIX B0TOKHAX.

CnabocTh poJOBOIl AEATENBHOCTH 3a4acTylo TpeOyeT akylepcKkoro mocodust B poaax (
HAJIO)KEHUE aKyIIEPCKHUX IIUIMIIOB, BAKYyM-3KCTPAKLUs IJI0Ja U T.II.), YTO YBEIMYUBACT PUCK
OCIIO)KHEHWH, Kak JJIs MaTepd, Tak W Uil pebdeHka. CrmaboCcTh MHUOMETPHUS MOXKET OBITh
MPUYMHON 3aTpyAHEHUS OTHAEJCHHs IUIAlEHThl, MAaTOYHBIX KpOoBOTeueHHU. B mocriepomoBom
Hepuo/JIe MbIILIEYHAs CIA00CTh Y MaTEepU MOXKET 3aTPYAHAThH YXOJ 32 HOBOPOXAeHHBIM [2,20].

Caxapnblii 1uaber He XapakTepeH A OOJIBIIMHCTBA HEPBHO-MBIIICYHBIX 3a00JI€BaHUH,
KpoMe AHCTPOPUUECKO MHUOTOHHMH. bepeMEeHHOCTh yXyallaeT TeUeHHe caxapHOro nuadera,
OCOOCHHO B €€ BTOPOW IOJIOBUHE, a TAaK)KE€ MOXKET CTaTh IyCKOBBIM (hakTopoM mjsi nebrora
caxapHoOro auabera («recTallMOHHbIM auaber»). IIoBbIIEHHOE coaepkKaHKE TIIIOKO3bl B KPOBU
OepeMEHHOM NMPHUBOJUT K YBETHMYEHHIO Macchl Iuona (M B psle CilydaeB, K rumneprpoduu
BHYTPEHHUX OPraHOB I1JI0J1a) U MOBBILLIEHUIO PUCKa OCIOXKHEHUN BO BpeMst posioB [5, 20].

[Ipn nnaHuMpoBaHUM BENEHHUS POJOB BaXKHO YUUTHIBATH BO3MOXHOCTH TOT'O WJIM MHOTO
Merona o0e300ivBaHUA. Y JKEHUIMH C MHOTOHHMEH M MHOTOHUYECKUMHU CHHAPOMAaMHU
CYLIECTBYET PHUCK pa3BUTHs 3JI0KAUECTBEHHOM THUMEPTEPMUHM — MOTEHIMAIbHO JIETAIBHOIO
OCJIOXKHEHHUsI 00IIel aHecTe3nH (MHTAISLMOHHBIX aHECTETHUKOB, JETOSIPU3YIOMNX MBIIIEYHbBIX
pelakcaHTOB). AHECTE3MOJIOT JIOJKeH OBITh TpPOMHOOPMUPOBAH O HAIWYAA (MIH O

MPEATNON0KEHIN) HEHPOMBIIIICYHOTO 3a00JIeBaHUsI Y OCpEeMEHHOM, XKEeNaTeIbHO B JOPOJAOBOM



nepuojie, 4ToObl OBITh TOTOBBIM K CEPHhE3HBIM OCIIOKHEHHUSM, KaK y MKCHINWHBI, TaK W Yy
HOBOpOXKAeHHOro. Jlaxke ©0e3 yrpo3bl 370Ka4eCTBEHHOM TUIEPTEPMUU aHECTETHKU U
MHUOpEIAKCAHThl MOTYT CTaTh NPUYMHON CEpPhE3HBIX MPOOJIEM Yy KEHIIWHBI, CTpaJarolien
TUCTPO(UIECKON MHOTOHHUEH: pa3BUTHS JIbIXaTeIbHON HEIOCTATOYHOCTH, a TaKKe HapyIICHHI
CEp/ICUHOTO PUTMA M CEPJACUHON MPOBOAMMOCTU MPU MOPAKEHUU CEPACYHOU MbIbl [14, 15,
18-20].

MecTHbIE aHECTETMKM MOTYT TMPUMEHSTHhCS, HO JaXXe OHH, B psAe CIydaes,
MPEACTABIISIIOT PUCK /I Pa3BUTHUSL CEPbE3HBIX OCIOKHEHUU. PsSaoM aBTOpPOB peKOMEHIyeTcCs
IPUMEHEHUE SMUAYPATbHON aHEeCTEe3UH JJIsl IPOBEIEHUS ONepaluy KecapeBa CEUeHHUs, HO IpHU
MOMAJaHUM MECTHBIX AHECTETMKOB B COCYIHCTOE PYCJIO PHUCK CEpIACYHBIX OCIONKHEHHH Yy
OOJBHBIX MHUOTOHUEH W MHUOTOHHYECKUMH CHHAPOMAMH >KCHIIUH HAMHOTO BBINIE, YeM B
cpeaneM B nonyssiiuu. Kpome toro, 6epeMeHHble, CTpagaonue TUucTpoGudeckoil MUOTOHHUEH,
4acTO UMEIOT 3HAYUTENIbHOE HCKPUBIIEHUE OCH MO3BOHOYHHUKA (CKOJIMO3), UTO B CBOIO OUYE€pEllb
3aTPYIHSIET WIM JIeJIAeT HEBO3MOXKHBIM ITPOBEJEHUE AMHUAYpaIbHOM aHecTe3u [13].

Jlyuymmii cnoco® MpenoTBpAaIIEeHHUS BBIIICONMUCAHHBIX OCIOXHEHHH — TUIAHUPOBAHHE
BeJICHHsI OEPEMEHHOCTH ¥ POJIOB C TIPUBIICYCHUEM CIIEIIUAIMCTOB pa3nudHoro npodmis. Kirou k
yCIeXy — 3HAaHHE€ BO3MOXHBIX OCJIOKHEHHW Yy OEpeMEHHOM IKEHIIUHBI, CTpPaJaroliei
TUCTpO(PUIEeCKO MHOTOHUEH, UX MPOodUIAKTUKA U TOTOBHOCTH K yCTpaHeHuro [4, 5, 20].

BoNbIIMHCTBO MalMEHTOK 3HAIOT (MM JOTaJbIBAIOTCS) O MOTEHIMATIbHOM pHUCKE
nepenayn  3aboieBaHMsl TOTOMCTBY W pOXAEHHS OonbHOTO pebeHka. [lockonmbky 3TO
3a00JIeBaHHEe WMEET CBOW ayTOCOMHO-JIOMUHAHTHBIA THI HACIEIOBAaHUS, TO HEOOXOIUMO
PEKOMEHI0OBaTh CYNpyTaM IUIaHUPOBAaHHE OCEPEMEHHOCTHU MOCIe KOHCYIbTAluu reuetuka [9, 10,
11]. Ho B psime ciyuyaeB JKEHIIMHA/CYTIPYTH/TIAPTHEPHI PEIIAlOT COXPAHUTh HE3aIlJIaHUPOBAHHYO
OepeMeHHOCTh, HECMOTPS Ha BBICOKMH pHUCK poXIeHUs OonbpHOro pebenka. Cremyer
WHPOPMHUPOBATh TAIMEHTKY, YTO B CIydyae Mepelayd KOHT'CHHTAIbHOW (OpMbI 3a00JIeBaHUs
(Hampumep, TUCTPOPUIECKOH MHUOTOHUHU C YHCIOM TPUHYKJICOTHIHBIX TPHUILICTOB B THICSUH)
BO3MOYKHA BHYTPUYTpOOHas rubens mioaa [12].

KonrenuranpHas nuctpodudeckas MUOTOHUSI Y HOBOPOXKJIEHHOTO TMPENCTaBIsIET COOOM
Oosiee cepbe3HOE MO TSHKECTH M MPOTHO3Y 3a00JIeBaHUE, YeM AUCTPOPHUECKass MUOTOHHS Y
MaTtepu peOeHKa, M MOXKET MPHUBECTH K TUOenn HOBOpoxAeHHOro. OTtel, cTpagaromui
TUCTPO(PUUECKON MHUOTOHMEH, Kak TMpaBUJIO, TEpeJaeT MOTOMCTBY 3a0ojieBaHMe ¢ Oosee
MO3AHMM HadajaoM (mpuYyuHA OJTOro (¢eHoMeHa He wu3ydeHa). Poxknenue pebeHka ¢
KOHIeHUTaJIbHON (opMmoli nuctpoduyeckod MHUOTOHMM 1 TuUma 4YacTo sBIAETCS OONBLION
HEOXKHIAHHOCTBIO ISl CEMBU: BO-TIEPBBIX, HEOKUJAHHOE COOOIIEHNE JOKTOpa (HEOHATOJIOTa) O

pokneHnn 00IBHOTO peOCHKA ¢ HACJICACTBEHHOW MATOJIOTHEH B CEMbE, TJIe POAUTEIIM CUNUTATN



CC6$I 3A0OPOBBIMU JTIOAbMH, W PA3bACHCHUC POACTBCHHHUKAM CYTHU 3a6OHeBaHI/I$I; BO-BTOPBIX,
HEOXXMIAHHOCTh TIOHMMAaHUsI TOTO, YTO Yalle Bcero OosbHa W MaTh peOeHka (puc. 2). MHorma

AUAr"Ho3 yCTaHaBJIMBACTCA MOCIIC CMEPTU MJIAACHIIA WJIW POXKIACHUSA MCPTBOI'O HOBOPOKACHHOT'O

[5].

Puc. 3. Koneenumanouas ¢opma oucmpoguueckou muomonuu 1 muna. A — munuunas
cnabocms UYesol MyCKYIAmypvl Y HOBOPOHCOEHHO20 (IMOM MAIbYUK NPeOCmAasieH maKice 6
IoHOWecKom eo3pacme Ha pucyuke 2,b). b — mams ¢ ee 06yms 17- u 15-nemuumu coinosbamu u
OONbHBIMU  KOH2eHUMANbHOU  Gopmou  oucmpoghuueckou muomonuu 1 muna.  Manvyux,
npedcmasneHuslil Ha puc. 2,A, ymep 6 eo3pacme 23 iem om 6HE3ANHO20 HAPYUIEHUSL CePOeYHO20

pumma, paree Ha e2o DKI pecucmpuposancs yorunennwiii unmepgan PR [no L. Machuca-Tzili
etal., 2005].

B oTEX chmydasx okenarenbHa TEHETHYECKas KOHCYNbTallds C  TPOBEIACHHEM
MPEHATATBHBIX METOJIOB TUATHOCTHKH (10 BO3MOXKHOCTH), KOHCYJIBTAITUS JISYAIIETO HEBPOJIOTA,
KapAHoJiora M «pasroBop Mo aymam» ( ¢ CeMEHHBIM BpauoM, YYaCTKOBBIM TEpamneBTOM).
Kenmuna, uMeromias puck poxkaeHus pedeHka ¢ AUCTpopuuecKoil MUOTOHHUEH, TOKHA OBITH
yBEpPEHA B CBOEM TapTHepe (Cympyre), Tak Kak OpeMs 3a00Thl O HOBOPOKIECHHOM MOXET OBITh
el OJTHOM HEMOCUJILHBIM BCJICICTBHE HApaCTaHUsl MBIIICYHON CTa00CTH, BKIIIOYAsI CKEJIETHYIO U
CEp/ICUHYI0 MYCKYJaTypy, B MOCIEpPOJOBOM Tepuoje. JKemaTenpbHo, 4TOOBI mapTHEp (Cympyr)
3a0J7aroBpeMeHHO ObLT MPOUH(OPMUPOBAH KEHIUHON (CyNmpyroi) 0 BO3MOKHOCTH POKICHUS
00nbHOTO pebeHka, 4YToObl OH ObUI TOTOB MO03a00THTBCS O Marepu U peOEHKe, YTO

MIPEICTABIISIETCS YPE3BBIUAHO BaYKHBIM I cOXpaHeHus cembu [2, 11,12,20].
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Puc. 4. Amnuoyenmes (A) nposooumcs noo yriempazeykosvim konmponem (b).

JlnarHo3 KOHTE€HUTAJIHHON NUCTPOPHUECKOW MHUOTOHHHU CIIOKEH B TEX CIydYasx, Kornaa
MaTh peOeHKa HEe 3HAET O HAJIMYUHU y Hee HacTosiero 3adoneBanus [6-8, 13, 17, 18]. I[Tomoraer
TIIATEJBbHBIA cOOp M aHAJIU3 CEMEMHOro ¥ MHIUBUIYaIbHOTO aHaMHe3a: MHOTOBOJIUE, 3a/1€PIKKa
BHYTPHYTPOOHOTO pa3BUTHs, BHYTPUYTPOOHAs THIIOKMHE3Us IUIO/A, accolpanus oOien
MBIIIEYHOW THIIOTOHHHM C HEOHATAJIFHBIMU JBIXaTENbHBIMUA HapyIICHUsMH. BBICOKHIT puCK
pokneHusi pedeHka ¢ AUCTpohUIeCKOr MUOTOHHEH | THIa Mpu MpeHaTaqTbHOM BbIsiBIeHUH 600
nostopoB Tpuruiera CTG u MHOroBoIMS y MaTepH 1uioaa [5, 21]. Akymepckue npo0iaeMbl, Kak
NPaBUIIO, KOPPETUPYIOT C BO3pacTOM /1e0r0Ta 3a00IeBaHusl y MaTepH U BO3pacToM OepeMeHHOU
[20].

Pestomupysi, cnegyer OTMETHTh, YTO BBIPQXKEHHOCTb U COOTHOLIEHHE TPEX OCHOBHBIX
CHUHJIPOMOB JUCTPOPUUECKOM MHOTOHUM (MHOTOHHUYECKOTO, AUCTPOPHUECKOT0 U BEreTo-
BUCIIEPAJIBHOTO) MOKET OBITh PA3IMYHONW HE TOJIBKO B MperesaX OAHOM CeMbU, HO Uy OIHOU
OONBHOM Ha pa3MUYHBIX JTamax 3a0ojeBaHus. HyXHO YUYHUTHIBAaTh TaKKe€ BO3MOXKHOCTH
MaHudecTanuu 3a0071€BaHUs C BUCIEPATbHON (KapIUOJIOTHUECKOW) MATOJOTUHA B COYCTAHUU C
OTHOCHUTEJIBHO ~ HEBBIPAKEHHBIMH  HEPBHO-MBIIIEYHBIMM  MPOSBICHUSAMH, 4YTO Tpelyer
KOHCOJIZALMY yCHJIMM CIEHUAIMCTOB pa3IMYHOro Mpopuis (HEBPOJIOTOB, KapIuOJIOTrOB,
TEpaneBTOB, AHECTE3HOJIOrOB, MEAUATPOB M JIp.) U MYJIbTHAWCUUIUIMHAPHOTO IMOAXO0JAa K
BEJICHNIO OEpEMEHHBIX, OOJIBHBIX AUCTpOodUUecKoi MuoToHMeH 1 Tuma [2, 3, 13, 15].

MULTIDISCIPLINARY APPROACH TO EXAMINATION OF PREGNANT
WOMEN WITH MYOTONIC DYSTROPHY
N.A. Shnayder, E.A. Kozulina, V.A. Shulman, S.YU. Nikulina, R.A. Butyanov, E.A.
Bahtina

Krasnoyarsk state medical academy named in honored V.F. Voino-Yasinetskij



Myotonic dystrophy is multisystemic disease whenmutation concerns development and
function of different organs and tissues: nonstriated muscles, heart, eyes, brain. Russian and
foreign data are given in the article.
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