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MuoToHUM BXOJAST B IPYNIy HEPBHO-MBIIMICUHBIX 3a00JICBaHUN, KOTOpPHIC
COCTaBJISIOT HanboJee 3HAUUTEIIBHYIO YacTh BCEH HACJIEACTBEHHOW HEBPOJIOTHU-
YyecKoW maTojoruu yenoBeka [1]. KnuHMYecKkH MHOTOHMS MPOSIBISETCS BbIpa-
’KEHHBIMU MBIIICYHBIMH CITA3MaMU C MOCJIEAYIONIUM 3aTpyAHEHUEM pacciadiie-
HUS MBI, BO3HUKAIOIIMMU TIPU IIeJICHANPABICHHBIX JBUXKEHUSIX. DEHOMEH
MpeCTaBIsACT CO00M 3aMeJICHHYIO PETaKCaIUIO MBIIIIIBI TTOCIIE €€ COKPAICHUSI
BCJICJICTBHE HECTAaOMJILHOCTU MEMOpaHbl MBIIIICYHOTO BOJIOKHA, MPUBOJSIICH K
MOSIBJICHUIO TIOBTOPSIOITUXCS pa3psiIOB COKPAIIEHUSI MBITIIIBI BCIIE 32 OJJMHOY-
HBIM CTHMYJIOM HJIM KOPOTKHM MEepHO0M e¢ cokpamienus [1, 4, 5, 12]. Muoro-
HUU HE BXOJAT B KOTOPTY a0COMIOTHO (haTaibHBIX 3a00JI€BaHMM, a CTEIICHh WH-
BaJIMIU3AIIMN Y KEHIIUH, JOCTUTIITUX (PEPTHIHLHOTO BO3pacTa, MOXKET ObITh MH-
HUMaJIbHOUM. HecMoTpst Ha yacTo BcTpeyarolieecs: 0ecIuiogue y KeHIIUH ¢ 3TOU
MaTOJIOTHEH, YaCTh U3 HUX UMEIOT BO3MOXKHOCTh POAUTH peOeHKa. B 3ToM KoH-
TEKCTE MPEACTABISAIOT HHTEPEC caMa BO3MOXXHOCTh M OCOOEHHOCTU BBIHAIIIUBA-
HUS OCPEMEHHOCTH U POXKJACHUS peOCHKA Yy JKEHIIUH U3 ceMed C COOTBETCT-
BYIOIIIUMHU TEHETHUYCCKUMH aHOMAJUSAMU. AKTYaJdbHBIMU SIBISIFOTCS BOIPOCHI
Pa3BUTHS KPUTUUECKUX COCTOSIHUN BO BpeMsi OEpPEMEHHOCTH U POJOB Y KEHIIHU-
HBI U IJI0/1a, BIUSHUS OEPEMEHHOCTH Ha TedeHue 3a00JieBaHUSI MAaTePH U OCO-
OeHHOCTEl TeyeHus: OEpEMEHHOCTH U Pa3BUTHS IUIOJIAa MPU HATWYUU 3a00JeBa-

HUS Y MaTepu.

Huctpoduueckas MHOTOHHUS Pocconmumo-Ilteitnepra-Kyprmanna-
barrena (JIM) - MynbTHCHCTEMHOE 3a00JICBaHHE C ayTOCOMHO-TOMHHAHTHBIM
TUTIOM HACJICJIOBAaHUS M BBICOKOW MEHETPAHTHOCTHIO MATOJIOTHYECKOr'0 TeHa.
NuuunentHocTh coctaniseT 3-5 ciyuyaeB Ha 100 Thicsu Hacenenus B Poccun u
1 cnyuaii Ha 8 Teicsau Hacenenus B EBpomne [1, 8, 9, 12]. B renaepHom acmekre
3aboyieBaHue B 3 pa3a pexke BCTPeUaeTcs y JKEHIMMH [8], mo apyruM JTaHHBIM
o0a moJja nopaxkaroTcsi ¢ oJuHaKoBOM yactotoi. /IM cBsizana ¢ myTaiueil B He-

crabuiapHoM yuactke JJHK 19-it xpomocomsbr (19913.2-13.3) rera DMPK, uto



BBIPA)KAeTCs B MATOJIOTHYECKOU €ro amMIin(uKaiuu, MpuBOIAIICH K yBeIude-
HUIO YKCJIa KONMUWA TPUHYKICOTUIHOM TMOCIEI0BATEILHOCTH [UTO3UH-TUMUH-
ryanud (CNG) ot 50 mo Heckonbkux Thicsd. B HOpMe umciao moBropoB CNG
Bapeupyer oT S 10 37. JIM - TunuuHbIA BapuaHT OOJE3HEW <«IKCHaHCUU» TO-
BTOPOB TPUHYKJICOTHIHBIX TPUILIETOB. YHCIO MOBTOPOB BO3pacTaeT B IOCIE-
IYIOIHUX TOKOJICHUAX M KOpPPENHUpYyeT ¢ OoJiee TsHKENIbIM TeueHueM 3aloseBa-
Hust. KonndyecTBo MOBTOPOB y peOeHKa MpH HACJIEeI0BaHUU OT MaTepu BO3pacTa-
€T B 3HAYUTEJIbHO OOJIbIIEH CTeNeHH, YeM, eciau 00Je3Hb yHacleqoBaHa OT OT-
na. MJ[ xapaktepusyeTcsi IPOTPEIUCHTHBIM TEYCHUEM C BOBJICYCHUEM B MATO-
JIOTUYECKUH TMPOIeCC MHOTHUX OPraHOB W CHUCTEM, HE OTPAHUYMBASICh JIMIIIh
HEPBHO-MBIIIICYHBIM MOpaXeHHeM. 3a00JIeBaHNUE XapaKTEePU3yeTcsl ayTOCOMHO-
JIOMUHAHTHBIM THIIOM HacjeJoBaHUs ¢ (DEHOMEHOM aHTUIIMMAIMU, Bapruadeb-
HOM, HO BBICOKOM CTEIEHbIO MEHETPAHTHOCTH MYTAHTHOTO I'eHa, KOTOPHhIN OTBe-
4aeT 3a BBIPAOOTKY MHUOTOHHUHIIPOTEMHKHHA3BI - O€lKa, JIOKaJU3YIOIIErocs B
CKEJICTHOM M TJaJKOW MBIIICYHOW TKaHH, MHOKapjae (BosiokHa I[lypkuHbe u
BCTaBOYHBIC JTUCKH KapJIHOMHOILIUTOB), a TAK)KE [ICHTPAIbHON HEPBHON CUCTEME
(amukanabHasT MeMOpaHa STICHIAWMBI M XOPHOUAAIBHBIX CIUICTCHHH, CHHAICHI
MO3KeuKa, TUIIOKaMII, CPEIHUI U mpogoarosateiii Mo3r) [1, 4, 5, 11]. IlepBbie
CUMIITOMBI 3a00JIEBaHMs MPOSBISAIOTCS B Pa3jIMUYHOM BO3pacTe, HO Hauboiee
yacto B 16-20 ner [1, 6, 8, 9]. Kiiunuka JIM npejcTaBieHa MOJMOPraHHBIM I10-
paX€HHWEM C BOBJICUCHHEM B IMATOJOTMUECKUN MPOIECC HEPBHOM, MBIIICUHOM,
CepACYHO-COCYTUCTON M DHIOKPHHHOW CUCTEM, a Takxke oprana 3peHus [19].
JIJis TaHHBIX MMAMEHTOB XapaKTEPHBIMHU (C yCyryOJIeHHEeM BBIPAKEHHOCTH IMPHU
OXJIAXKICHHUH) SIBJISIOTCS HANPSDKCHUE MBI U 3aTPYJHCHHE IBHKCHHH H3-3a
CKOBAaHHOCTH, CJa0OCTh JMIEBOM M IIEHHOW MYCKYyJIaTypbl W JIUCTaJbHBIX
MBIIII] KOHEYHOCTEH, MbIlieuHas atpodus (yIIMHEHHOS M YTOHYCHHOE JIHIIO,
TOHKas Iesl, ONMYIIEeHbl BEKH M YIJIbl PTa), CHIDKCHUE MM MCUC3HOBEHHUE CYXO-
KHUIBbHBIX pediiekcoB, Bo3moxkHa aucharus [1, 4, 11, 12]. B pe3ynbrate Hapy-

LICHUM MNCPUCTAIIBTUKU KUIICYHUKA PA3BUBACTCA MCTAKOJIOH. Hapes III/Ia(I)paI‘MBI



U MEXpEeOEpPHBIX MBI MPUBOASAT K THHOBEHTWISIMU U PEUUIUBUPOBAHUIO
OpOHXOJETOYHBIX 3a00JIeBaHUN, a TaKXKe apTepuaIbHOM T'HMIOKCEMUH, TUIIEp-
KaIllHUM U JICTOYHOU rurneptensuu [6, 8, 22]. B pa3BepHyTO#l KapTHHE 00JIC3HU Y
65% mnanMeHToB pa3BUBAETCS TsDKeNas KapJIHMOMHUOMNATHs C MOMEpeYHor OJIoKa-
JI0M, JKeNTyI0YKOBBIMU apUTMUSIMH, TipuctynamMmu Mopransu-Anamca-Ctokca u
cepacuHON HepocTarouHocThio [6]. KpoMe Toro, IM MOXET COMpPOBOMKAATHCS
paHHEH JIOOHO-TEMEHHOM aJIONeIUe, THIIOTOHAIU3MOM (TECTUKYJIIPHON aTpo-
¢ueii), UMIOTEHIIMEH W a300CTIEPMHUCH y MY)KUUH, HapyIICHHEM MEHCTPYyallb-
HOTO IMKJIa, OECIUIOAMEM U TUPCYTU3MOM Y KEHIIUH, TUIIEPUHCYIMHU3MOM WU
caxapHbIM J11a0eTOM, TMIOTUPEO30M, aTpoduel HaIOYEUHUKOB U HapylIeHH-
eM cekpeluu ropmona pocrta [5, 6, 8, 13, 18, 20]. [1ns 85% 6oabHBIX THITHYHA
karapakTa [4, 8, 19, 20], koropas MOXeT ObITh €IUHCTBEHHBIM MaHHU()ECTHHIM
cumntoMoM. Oxosio 30% narnueHToB ¢ JIM UMEIOT pa3inyHble ICUXOHEBPOJIO-
rMYECKUE OTKJIOHEHUS, NPOSBISIOMIUECS TUIIEPCOMHHUEH, OOCTPYKTUBHBIMU
COHHBIMH aITHO?, anatuei, cHmkeHneM |Q M KOrHUTHBHBIX criocoOHocTel [1, 5,
6, 8, 9, 21]. [loMrMMO TreHETUYECKOTO KapTUpOBaHHs (IIOCTOBEPHO yCTaHABIIU-
BAIOIICTO JMArHO3) U XapaKTePHOW KIMHHYECKOW KapTHBI, pu M mmMerorcs
HEKOTOpbIE OTIMYMUTEIbHbIE JTaOOPaTOPHO-UHCTPYMEHTaIbHbIE U Helpodusuo-
JIOTUYECKUEe JUarHoctuyeckue oco0eHHoctu. Crnennduueckum Hernpodusnoo-
TMYECKUM MapKepoM JUIsl JaHHOW Tpynmbl 3a00JIeBaHUM SBISETCS MHUOTOHUYE-
CKas peakius - CHI)KEHUE CKOPOCTHU MPOBEJEHUSI UMITyJIbca M0 3P pepeHTHBIM
BOJIOKHaM TNepu(pepruuecKuX HEPBOB C YMEHbIIEHHEM uucia (yHKIHMOHUPYIO-
IIMX JBUraTeIbHBIX €IMHUII MPU DJIEKTpoHeHpoMuorpaduueckom obcneaoBa-
uuu [1, 8, 15]. [Ipu OMOXMMHUYECKOM HCCIICIOBAHMHM MOXKET HAOJIIOAThCS He-
3HAYUTEIHHOE MOBBIIIEHUE YPOBHS KpeaTHHUH(GOC(HOKUHA3HI CHIBOPOTKU KPOBU
[5, 8]. UucTpyMeHTaIbHBIC UCCIICAOBAHUS BBISABIISAIOT y 3TUX MaiueHToB B 40-
50% cnydaeB aereHepaiuio KeIToro MsATHA ¢ JeKOoJIopanuel JUCKOB 3PUTEIb-
HBIX HEPBOB M MUTMEHTHYIO PETUHOMATHIO MPU OCMOTpE TJIA3HOTO JTHA; UCTOH-

YCHHUC KOPTHUKAJIBHOI'O CJIOA U OCTCOIIOPO3 IMPpU PCHTICHOJIOIHMYCCKOM HCCIICOO-



BaHUU TPYOUATHIX KOCTEH; IeTeHEPATUBHO-TUCTPOPUICCKUE N3MEHEHHUS TOJIOB-
HOTO MO3Ta, TPOSIBISIONINECS YMEHBIICHHEM 00beMa OOJBINNX IMONYIIapuH,
runor3a 1 MO30JUCTOTO TeJa, YBEIHUECHUEM Pa3MEepPOB JKETyI0YKOB MO3Ta, a B
45% cnydaeB JieliKoapeo30M IMpU MPOBEACHUU MarHUTHO-PE30HAHCHAs TOMO-
rpaduu [1, 4, 5, 6, 14, 17, 20]. B OuoncuitHoM MaTepuaje ONpeaesioTcs He-
OOBIYHO MaJIeHbKHE BOJIOKHA | THIa B coueTaHWHM ¢ HEOOBIYHO OONBITUMH BO-
nokHamu || Tuna, nmpu sTom npumepHo B 20% ciydaeB BBISBISETCS JOMHUHHUPO-

BaHKE BOJIOKOH | Tuna, a B 25% cnyyaes - aeduuut BonokoH |I1B tumna [8, 11].

IInanuposanue 6epemennocmu OKHO OCYHIECTBISTHCA C 00s3aTeIbHBIM
MEUKO-TCHETUYECKIM KOHCYJIbTHPOBAHUEM, TIO3BOJISIOIIUM ONPEICIUTh PUCK
pokaeHuss 00JpHOTO pedeHka. BeposTHOoCTh pokaeHus 6osbHOTO JIM pebenka
cocrapisier 1:2 (50%) mpu Haiuduu 3TOro 3a00JeBaHMS y MPEABIAYIICTO pe-
oenka, 1:12 (8,3%) npu umerorieiicss muoronuu y otiia u 1:4 (25%), eciu muo-
ToHuer 6onbHa MaTh [1, 3, 12]. Ecau mate Hecer 100 HYKICOTHIHBIX TIOBTOPOB,
umeetcs 90% pucka, uro y ee pedenka 6yner 400 moBropoB u 6onee. [lo nan-
HbIM, npuBoaAuMbIM BenbruinessiM FO.E. ¢ coaBr. [8], uwnciao TpuHYKICOTHI-
HBIX MMOBTOPOB Yy MOTOMCTBA, npesbimatomiee 100, TecHbIM 00pa3oM CBs3aHO C
TeM, KTO U3 poaureneit ctpanaer M/l - oren wnu math. Ecnu Gonen orer, no-
BhIIieHre yucia kornuii 6osee 100 naGmromaercs B 92% cnydaes, eciu OoJibHA
MaTh - B 44% ciydaeB. B nmeprnoa 6epeMEHHOCTH BO3MOXKHBI IIPEHATAIbHAS JTH-
arHOCTUKAa TEeHETHYeCKoi aHoMmayimu npuMmeHeHneMm JIHK-ananusa m pemieHue
BOMPOCAa O BO3MOXKHOCTH MpoJioHTHpoBaHus OepemenHoctd [1, 9]. C yduerom
MOJIMOPTAHHOCTH TopaxkeHust mpu JIM, BKJIIOYAIOMIETO0 BO3MOYKHOCTH TATOJIO-
T PETPOTYKTHBHOW CHCTEMBI, MOT'YT BO3HUKATh TPYIHOCTH C HACTYIUICHHEM
OCpEMEHHOCTH, YTO IMOTPEOYyEeT MPUBICYEHUS IOMOJHHUTEIBHBIX TEXHOJOTHMA
JUTSL 3a4aTHsl, YCIICITHOTO MPOTPECCUPOBAHMSI OCPEMEHHOCTH W POXKICHUS pe-

Oenka. B cBsi3u ¢ Hammuuem nIpu JaHHOM 3a00JIEBaHUH Q)CHOMeHa dHTHUIIUIIa-



OHUH, MOTCHIHAJIBHBIM POAUTCIIAM HeO6XOIII/IMO B IIOJIHOM MEpPEC pPaA3bACHUTD

BO3MOXKHOCTB 00JIe€ TSHKEJIOTO IMPOsABIICHUA 0o0Je3Hn y pC6CHKa.

Teuenue 6epemennocmu Ha pone JIM xapakTepu3yeTcsi BHICOKUM PUCKOM
(mo 50%) camompou3BOIBLHOTO ad0OpTa U MPEKICBPEMEHHBIX poJIoB. Bo Bpems
OEpeMEHHOCTH OTMEYAETCsl y4yalleHue MHOTOHUYECKUX CIa3MOB, HapacTaHUE
MBIIIEYHOMN CJIa00CTH M yXyAlIeHue comarndyeckoro craryca [1, 10]. [dis kom-
MIEHCAIlM  BO3MOJKHBIX YMEPEHHBIX IBIXaTEIbHBIX HapYIICHUH, 00yCIOBIICH-
HBIX MOPaXEHUEM JIbIXaTeNbHBIX MBIIIL, IeJIecCO00pa3HO peKOMEHI0BaTh Ta-
KUM OepeMeHHBIM (PU3HNOJOTHYECKH Oojiee 01aronpusATHOE MOJI0XKeHUe (Hampu-
Mep, Ha JIEBOM OOKy) IIsl o0ecTieueHHs: OOJIbIIeH SKCKYPCUU TPYIHON KIICTKU U

NBIXaTEJILHOrO 00BbEMA.

Ilepuoo pooos y xeuunuH, crpagaomux JM, xapaktepusyercs psaom
O0COOCHHOCTEH, KaK B OTHOIIEHWU MaTepu, Tak M pedeHka. Bo3MoxHO 3HAYM-
TEJIbHOE YJIMHEHUE TEPUOJIa POAOB, PA3BUTHUE IMOCIEPOAOBBIX KPOBOTECUCHUU
BCJIEJICTBME TUIIOTOHUM U ATOHUM MATKH, 3aJCpP’KKMA 4YaCTEW MOciena B MaTKe
[10]. Bo3moskHo mpeiexanue mianeHTsl. Oco00 clieyeT OTMETUTh Y OOJIBHBIX
JIM BBICOKMU PUCK Pa3BUTHUS TAKOTO KUZHEYTPOKAIOIIETO COCTOAHUS, KAK 3JI0-
KaueCTBEHHAs TUTIEPTEPMHUS TIPU MTPOBEICHUH aHECTUE3UOJIOTMIECKOT0 TTOCOOHSI
C IPUMEHEHUEM HAPKOTHUYECKUX aHAIBI'€THUKOB U 00111el aHecTe3uu. Jlenomsipu-
syromqe (JISMTOKypape) MBIIICUHbIC pellakcaHThl (IpernapaTbl CyKCaMeTOHHS -
JTUTHINH, JTUCTCHOH, MUOPEIAKCHH, CYKIIMHUIXOJIMH) OKa3bIBAIOT XOJIHHOMUME-
THYeCKoe AeicTBHE, OJOKUPYs N-XOJIMHOPEUEeNnTOPhl, BBHI3BIBAIOT MUOTOHUYE-
CKH€ CIa3Mbl MpH JIF000i hopMe MUOTOHUHU. B HEOOXOAUMBIX Cilydasx clienyeT
IPEANoYecTs HeaenoasIpu3yoomue (MaxuKypape) MHOpEIaKCaHThl (aMHUHOCTE-
POUIBI - palaKypOHUYM, POKYPOHUYM, TUNIEKYPOHUYM, TAHKYPOHUYM, BEKYpPO-
HUYM, JTOKCAKypUYM; TTPOU3BOIHbIE OCH3MIM30XUHOJINHA - MUBAKyPUYM, aTpa-
KypHyM, IUCATPaKypHyM), KOTOpBIC, SBISSICh aHTArOHHCTAMHU alleTHUIIXOJHHA,

BSaHMOHeﬁCTBYIOT C N -XOJJHUHOPCUCIITOPAMHA u mapaJm3yroT HCPBHO-



MBIIIEYHYIO TIepeiady, YeM HCKII0Yal0T BO3MOKHOCTHU JEHOJSPU3aALNUA KOHIIe-
BOW TUIACTHHBI (MIOCTCHHANITHYECKOW MEMOpPaHbl) U BO30OYKIACHUS MBIIICYHOTO
BOJIOKHA. Takasi cuTyalus MOXXET MOTpeOOBaTh MPOJJIEHHOM HCKYCCTBEHHOM
BEHTWISIMK Jierkux. Hambonee npenmnoyTuTellbHa perMoHapHasi aHECTEe3Us
00e3001MBaHusl POJIOB, KOTOpasi HE YyCTpaHseT MHOTOHMYECKUX cna3moB. B
CiIy4astXx HeoOXOIMMOCTH KYHMUPOBAHUS MBIIIEYHBIX CIIA3MOB MOXKET OBITh IPH-
MEHeHa nepuaypanbHas aHecte3us. [Ipu Tspkensix dopmax M, compoBoxk-
JAIOUIUXCS BBIPAKEHHOM MBIIIEYHON C€1a00CThI0, BO3MOXHO BO3HHKHOBEHHE
TUNEPKATNEMUYECKUX apUTMHUI, 4TO TpeOyeT MPUCTAIbHOTO HAOIIOAEHUS C
o0s3aTenbHbIM KOHTposieM DKI' u ypoBHs kanmus B kposu [2, 7, 10, 16]. Kynu-
pOBaHUE MBIIIEYHBIX CIIa3MOB BO3MOKHO Ha3HAYEHHEM HOBOKaWHAMHU[IA; C OT-
panndeHusMU (MCKItOYMB | TpuUMecTp OEPEeMEHHOCTH W TIEPUOJ TPYIHOTO
BCKapMJIMBaHMs) JUakapOa U aHTaroOHUCTOB Kanbims [1, 7]. Xununud u aude-
HUH 3((EKTUBHBI, HO HE MOTYT HCIOJB30BaThes npu Oepemennoctu [7, 10].
Kareropuueckn mnpoTHBOMOKa3aHbl OOJBHBIM MHUOTOHUEH HAPKOTHUYECKHE
aHaAJNIbIeTUKH, HEJCTIONSPU3YIOLIUE MUOPEIIAKCAHThI, CYKIIMHUIIXOJIMH, MIpenapa-

THI KaJIHs U KaJuhcOeperarome AUypeTukd, D-aapeHo0I0KaTOpbl U CTATHHBI

[1, 7, 10, 16].

Bo3moxHO poxaeHne peOeHKa He TOJBKO C KJIACCHYECKOM, HO U C BPOXK-
neHHoit popmoit JIM, kotopas ABISETCS TAKEIBIM U IPOrHOCTUYECKH HeOIaro-
NPUATHBIM 3a00JieBaHKEM C BBICOKMM (1m0 16%) ypoBHEM CMEPTHOCTH Y STHX
HOBOPOXK/ICHHBIX BCJEACTBUE TSKEIOW KapAMOMHOIATUUA WM HECBOECBPEMEH-
HOT'0 TpoTe3upoBanus abixatenbHor ¢ynkimu [1, 10]. HoBopoxaeHusiii pede-
HOK UMEET OTIMYHUTENIbHbIE CTUTMBbI, TTO3BOJISIIOIINE 3aM0J03PUTh BPOXKICHHYIO
MHUOTOHUIO. JIUIIEBast IUILIerus (HEOOBIYHO OCTPBIA POT, BEpXHsisl TyOa B BHIIE
nepeBepHYTON «V»), TeHEpaTM30BaHHAS MBIIICUYHAS TUIIOTOHHUS, AcPOopMaIus
CYCTaBOB, apTPOrPHIIO3, cIa00OCTh AradparmMbl 1 MekpeOepHbIx Mbil [1, 9]. B

TaKUX CJIydasaX BCTACT BOIIPOC O IMPOBCACHUUN HeMCHHeHHOﬁ I/IHTY6aLII/II/I u UBJI



MpOAOJIZKUTCIBHOCTBIO 10 4 HCACIIb. V BBIKMBIINX IICTCﬁ OTIIaHCHHBIﬁ IIPOrHO3
OCTAaCTCA CCPLC3HBIM B CB3U C 3anep>1<1<oﬁ MICUXHUYCCKOTO PA3BUTUA U 6BICTpBIM

nporpeccupoBaHUeM KIMHHYeCKuX nposisienuit JIM [1, 5, 9].

Takum oOpazom, GepeMeHHas keHIIMHA, crpajgatomas /M, tpebyer oco-
00ro BHUMaHUS B MEPHUOJ MPOJOHTUPOBAHUSA OEPEMEHHOCTH U 0COOOT0 MPOTO-
KoJ1a BeJieHUs! poJoB. Poxxienne pedenka y 60iabH0i JIM >KEeHIUHBI CONMPSKEHO
C BBICOKMM PHUCKOM HaJU4Ms Y HOBOPOXJIEHHOTO BPOXKJICHHOW IHUCTpoduye-
CKOM MHOTOHUHM C BEPOSITHOM HEOOXOJMMOCTBIO OKa3aHUs €My peaHUMallOH-

HBIX MCpOHpI/IHTI/Iﬁ B ITOCTIIAPTAJIbHOM IICPUOAC.

Bpoxnennass muoronusi (BM) siBisieTcss reTepOreHHBIM 110 TUITY HACIIe-
JOBaHUs 3a00JIEBAaHUEM, UMEET OJJMHAKOBOE IO YacTOTE MpeICTaBIeHHE y 000-
ux oo [3], Bctpeuaetcs B 0,3-0,7 ciayyasx va 100 Teicsy Hacenenus [9] u xa-
PaKTepU3yeTCsi MUOTOHUYECKOW CKOBAHHOCTHIO M HCTUHHOW MBIIIEYHON THUTIEP-
Tpodueil. B nongapnstomem OonblIMHCTBE ciiyyaeB BM siBnsiercs crnopanunye-
CKUM 3a00JICBaHMEM KaK TPOsIBIICHUE TEpBUYHON MmyTaruu reHa [1, 4, 9], a B
YeTBEPTH CIydaeB HOCHT HACJEJICTBEHHBIM XapakTep ¢ ayTOCOMHO-
noMuHaHTHBIM (Oone3ns Tomcena) Tumom HacnemoBanus (19%) wiau ayrocom-
Ho-penieccuBHBIM (0one3nb bekkepa) tumom (6%). Jlns Bcex HacieayeMbIxX
¢dbopm 00JIe3HU MYTAHTHBIA I'€H KapTUPOBAH B XPOMOCOMHOM yuacTke /(23-35
[1, 6, 8]. 3aboseBaHKe MMeET TOOPOKAUYECTBEHHOE TCUCHHUE M HE MPHUBOIUT K
uHBaMM3ad. KOCBEHHBIM MPU3HAKOM, ITO3BOJISIIONIMM 3aIM0I03PUTh HaU-
yrie BM y muioza, sBisieTcst ero Manasi moABMKHOCTh. B HeOHaTanbHOM TIEpHO/Ie
BPOX/ICHHAsE MUOTOHUS MPOSIBISIETCS U3MEHEHHWEM ToJIoca BO BpeMsl Ijlada, pe-
OCHOK 3apIXaeTCs, TOCIE TUTaya MBI JTUIa OY€Hb MEIJICHHO PacClIa0IIsioT-
cs [9]. Yamie Bcero mepbie mposiBieHus BM HaOr0ma0TCs MpH ayTOCOMHO-
nomMuHaHTHOUW (opme B paHHeM (1-3 TOABI JKM3HU), a HPH AYTOCOMHO-
perieccuBHoi popme - B mmkoabHOM (8-10 set) Bospacte [4, 9]. B ciyuasx

IIO3AHCTO Haydalla 3a00JIEBaHUS MCPBBIMU CTPAAAOT MBINIIBI HUXKHUX KOHCYHO-



CTEH, a B MOCIEAYIONEM K HUM MPUCOCAUHSIOTCS U BEpXHUE, BO3MOXKHO BOBJIE-
YCHHE B IMPOIECC YKEBATEIBHBIX MBIIII], MBIIII s3bika U 1ieu [1, 6]. Jpyrumu
nposiBeHusMH BM moryT ObITh cnasm u runepTpouu CKeIeTHOW MYCKYyJa-
Typbl. CienuUUHBIM KIMHUYECKUM MPU3HAKOM SIBIISIETCSI CUMIITOM TOBBIIICH-
HOM MEXaHMYEeCKOW BO30YAMMOCTH MBIIII - MEPKYCCHOHHBIE MUOTOHUYECKHE
«Oyropok» u «poBuk» [4, 5, 9]. ¥ Takux manueHTOB BBIABISCTCS aTICTHUYCCKOEC
TEJIOCJIOKEHHUE C XOPOIIO Pa3BUTON pelbepHON MYCKYJAaTypoll B COUYETAHHU C
MBIIIEYHOM €1ab0cThiO [9] U cHIKeHueM oo1ero pediiekcorennoro ¢oxa [1, 6,
8, 9]. B ciyuae momo3penus Ha Hannuue BM manueHTam mpoBOIUTCS KIMHUKO-
nabopaTopHOE HCCIe0BaHUE, BKIIIOYAIOIIEE, NMPU HEOOXOIUMOCTH, OMOTICHIO
MBI J[narHoctuka 3abojieBaHus Oa3upyeTcss Ha pe3ysbTaTax 3JIeKTPOMHO-
rpaduyeckoro uccienoBanus. Mronpuatas muorpadus perucTpUpyeT BapHa-
OeNbHYI0 YaCTOTY MOBTOPHBIX ocmuiisinuil B ipeaenax ot 20 o 80 nukiios B 1
CEeKYHJy OT MOMEHTa MePBOHAYAILHOT'O BBEJICHHS UTJIbI B MBIIIIY M IO Hadalia
MIPOU3BOJILHOTO €€ COKpAIlCHUs, BBIABIISIIOTCS ABYyX(a3HbIe MUKW MOTESHIIMAJIOB
JUTATEIBHOCTBIO MEeHee 5 Mc ¥ o3UTHBHBIC BOJIHBI - MeHee 50 mc [1, 5, 8]. Ak-
TUBHOCTH KpeaTUHUH(POCHOKHHA3HI CHIBOPOTKH Y TAKUX IMAIIUEHTOB B Mpeeiax
HOpMBI [4, 6, 9]. B MblmeyHbIx OnonTaTax Kak MpH JOMHUHAHTHOH, TaK W MPHU
perieccuBHOM (hopme 3aboisieBaHusl HE OOHapy»KuBaroTcs BosiokHa |IB Ttuma, HO
XapakTepHa runepTpodusi MBIIICYHBIX BOJOKOH [8]. /locTOBEepHO AMAarHoCTHKa
BM ocymiecTBisieTcsi Ha OCHOBAaHMHM MEIMKO-TEHETUYECKOTO0 KOHCYJIbTHPOBA-

HUA.

IIpu nnanuposanuu bepemennocmu B cCeMbe, Tle umerorcs 6oinbHbie BM
POACTBEHHUKH, JJIsl YCTAHOBJICHUSI JUArHO3a M ONPEICIICHUS MTOKa3aHUuM K Mpo-
JIOHTUPOBAHUIO OEPEMEHHOCTH MPOBOJUTCS MEIUKO-TEHETHYECKOE KOHCYJIbTHU-
poBanue u JJHK-ananu3s, no3Bosisiioniuii NpoBOAUTh NPEHATAIBHYIO JUArHOCTH-
KY, & TaKX€ BBISIBIIATh CPEAU MOTCHIIMAIBHBIX POJAUTEIEH aCUMIITOMHBIX HOCH-

Tenei 3aboneBanus [8]; BEpOSTHOCT pOXKIEHHS OONBHOTO peOeHKa pacCUMTHI-
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BAETCA B KaXKJIOM KOHKPETHOM CJIy4ae ¢ YU4€TOM JJAHHBIX T€HEAIOrHYECKOTO Jie-
peBa U uMmeroleics B ceMbe GopMmbl 0one3Hu. C ydeTtoMm BO3HUKHOBeHUs BM
BCJICJICTBHE TIEPBUYHON CIOPAJAMYECKON MyTalMu r'eHa npumepHo B /5% ciy-
yaeB, Y (CHOTUIMMYECKA M TeHOTUIIMYECKU 3JIOPOBBIX POJUTENEH MOXKET po-

TUTHCS 00IBHON peOCHOK.

Teuenue b6epemennocmu tipy BM OiaronpusiTHO, XOTS M MOXET HaOJIrO-
JaThCsl YXYIIIEHUE B COCTOSHUU MAIIMEHTOK, BBIPaXKarollleecsl B Y4YallleHUH
MBIIICYHBIX Cra3MoB U o0miel cinaboctu [10]. YacToTa akymepcKuX OCIOXKHE-
HUI y TaHHBIX OOJIBHBIX HE BBIIIE, YeM B 00mei momyssiuuu [10]. 310 00bsICHS-
€TCsl TeM, YTO MPU BPOKIECHHON MHOTOHUU UMEETCS MOPaKEHUE TOJBKO CKe-

JICTHBIX MBI, 4 MI/IOMeTpI/Iﬁ OCTAaCTCA MHTAKTHBIM.

Poowr mpu BM nportekaroT, kak mnpaBuio, OmaronpustHo. OCoOCHHOCTH
OKa3aHUsl aHEeCTE3UWOJOTUYECKOTO MOCOOMs 3TUM OOJBHBIM aHAJIOTHYHBI TEM,

yTo uMeroTes npu JIM u onmcanbl B ipeabiAyiieM pasaene [2, 10, 16].

B ciyuae poxnaenusi 6onbHoro BM peOeHka B cuTyaly OTCYTCTBUS Ha-
CJIEICTBEHHOT'O OTSTOLICHUSI aHaMHe3a U Y (DEHOTUIIMYECKH 310POBBIX POIUTE-
Jei, HeoOXOaUMO OKa3aHHE aJ€KBATHOM MOMOIIM HOBOPOXAECHHOMY:. oOecrie-
YeHHe HOPMAJIbHOTO JIbIXaHWsSI M KYNHPOBAHHME MBIIIEYHBIX CMa3MoB. B ganb-
HeHIIeM B MOAOOHBIX CUTYalUSIX CTOUT BOIPOC OMpPENENICHUs TaHHOIO cliydast
KaK CIOpaJMYecKOil MyTalluu IeHa WM HacJIEJCTBEHHOI'O 3a0oieBaHMsl, Iepe-
JAHHOTO OT POJAMTENEH C ayTOCOMHO-JIOMUHAHTHON (popMOH O0€3HU TPU HU3-
KOH 3KCIIPECCUBHOCTHU I'€Ha JIN0O N0 ayTOCOMHO-PELIECCUBHOMY THILY HACIEA0-
BaHud. Ponurensim 6oiapHOro BM pebeHka 10mKHO ObITh MPEAJIONKEHO METUKO-
reHeTHYECKOe KOHCYIbTUPOBAHUE, MO3BOJSIONIEE MOJIYYUTh TOCTOBEPHBIA OT-

BCT HaA YKaBaHHBIﬁ BOIIPOC.
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