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Beenenne. Mykonununo3 I aneda/dera (MJI
ITA/B) — penkoe ayTOCOMHO-peEIeCCHBHOE 3a00-
JIEBaHHE M3 TPYIIIBI JIN30COMHBIX 00Jie3HEH HaKo-
MJIeHUS. DTO MEUIEHHO MPOTPECCUPYIONIAs MYyIlb-
THCHCTEMHAs MaTOJIOTHA, KOTOpasi HIPUBOAUT K T'H-
Oenn TAalMeHTOB B paHHEM JIE€TCKOM BO3pacTe.
OCHOBHBIE CHMIITOMBI 3a00JE€BaHUS: 3aJepiKKa
pOCTa M NMCUXOMOTOPHOTO Pa3BUTHSI, YTONIIEHHAs
KOKa, TpyOble 4epThl JTUIA, TOMyTHEHHE POTOBH-
upl, Tuneptpodus neceH, nedopmanus TpyIHOH
KJIETKH, KHU(03, KOHTPAKTYPHI KPYIHBIX CYCTaBOB
Y/WITU BBIBUX B Ta300€IPEHHBIX CYCTaBax, KOCoJa-
MOCTb, NeopMaluy JITMHHBIX TPYOUYaThIX KOCTEH,
MEPEIOMBI, KOTOpBIE OOHAPYXHBAIOT BHYTPHY-
TpOOHO WJIM NPH POXKACHUU. PeHTreHomornuecku
BBISIBIISIIOT MPU3HAKM MHOXECTBEHHOIO AU30CTO-
3a. Y Bcex gerell 00HApyKUBAIOT OPa)KeHHUE Kila-
[IaHHOro anmnapara cepaua. IIpuunHON cmepTH
mpu MJI 1IA/B o0bluHO siBNsieTCS AbIXaTenbHas
HEJI0CTaTOYHOCTh, KOTOpask pa3BUBAETCS B PE3yJib-
TaTe NPOrPECCUPYIOUIEIO CYKEHUS JIbIXATEJIbHBIX
MyTeld W3-3a YTOJNIICHUS CIM3UCTONW OOONOYKH H
OTPaHUYECHMS TIOJBHKHOCTH TPyAHOM KieTku. Kak
MpaBuJjIo, 3a00IeBaHNe AUATHOCTUPYIOT Y JeTeH B
BO3pacTe crapiie 6 MecsleB, KOrna MOSBISIOTCS
XapakTepHble Tpu3Haku Oone3nu. Ciydanm ycra-
HoBiaeHusa auarsosza MJI II A/B B HeoHaTalbHOM
nepronae penku. 3a mepuon ¢ 1977 mo 2018 rr. B
JOCTYMHBIX HaM MCTOYHHKAX YAaJoch OOHapy-
KUTH cooOmeHust aumib 0 SO0 HOBOPOXKICHHBIX C
MJI I A/B.

Iear ucciieoBaHUA. YCTaHOBUTH OCOOCH-
HOCTH KJIMHHUYECKUX IPOSIBICHUNA U MyTalUu B
reie GNPTAB y nanueHToB ¢ MYyKOJHUIIHI030M
II Tuna, AMarHOCTUPOBAHHBIM B MIEPHUOJT HOBOPO-
JKJIEHHOCTHU.

Marepuaiasl u Metoabl. B unccienyemyro
TpyNIy BKIIOYEHBI 2 CEMbH, UMEIOINEe peOeHKa ¢
MOATBEPXKACHHBIM JUArHO30M «MyKoJUnuuo3 II
Ty (2 mpobaHa: 1eBOYKa U MAJIBIHK, 4 pOaUTE-
75 1 3 370poBBIX cubca). MonekysipHO-TeHEeTH-

YeCKHue HCCIelOBaHMs Ul NOWCKAa MyTaluud B
reie GNPTAB Obliu BBIIOJIHEHBI POIUTENSM | 3
cubcam mpobanma 1, ponutensiM u nmpodangy 2. B
Ka4ecTBE Marepuaia JUlsl UCCIEAOBaHUS UCIOJb-
3oBau 06pasnbl JJHK, Beinenennsie U3 aeHKOIH-
TOB METOJOM COJICBOW SKCTPAKLUMU. AHANINU3 HY-
KJIeOTUAHON nocienosarenbHoctu rena GNPTAB
IIPOBEAECH METOAOM NPSIMOTO CEKBEHHUPOBAHUSI.
PesyabTaTsl. [Ipobann 1 poaunace oT BTOpoi
OepeMEHHOCTH B CPOK 39 Heaenab B COCTOSHUH
TSDKEJIOW ac(UKCHH C OIEHKOHW 1o miKane Amrap
6/2 u ObuIa mepeBelieHa Ha UCKYCCTBEHHYIO BEH-
TWISIIUIO JIETKUX. Macca npu poxaenuu 2660 r,
nnuHa tena 50 ¢M, OKPYKHOCTBH TONOBBI 33 CM,
OKPY)KHOCTh TPYOHOH KJIETKH 29 cM. Y IeBOYKH
OTMETHJIM UYEPENHO-JIMLEBble AUCMOppUH (Ka-
MUJUTSIPHYI0O TEMaHTHOMY Ha JI0y, BBICOKHH J100,
IJIOCKHE HaAOpOBbs, AYroBble OpOBH, IUIOCKOE
3amnaBlliee IIEPEHOCHE, MaJIblil KypHOCHIN HOC, MU-
KPOTEHHIO), Y3KyI0 IPYJHYIO KIETKY, YKOPOUCHHE
u JedopManuio KOHEYHOCTEH, KOHTPAKTYphl B
KPYIHBIX CyCTaBax, aHOMAJINA HOTTEBbIX IJIACTH-
HOK HaJIbLIEB KUCTEH U CTOII, INIOCKO-BaJIbI'yCHYIO
MO3ULIMIO CTOMN, BHYTPUYTPOOHBIE IEPETOMBI
JUIMHHBIX TpPyO4aThlX KOCTEH, KapAHOMETraJHIo.
B cBs3u ¢ HaNM4YMeM MepesioMOoB AJIMHHBIX TPYO-
4aTblIX KOCTEH HEepBOHAYajJbHO ObUI BBICTABJICH
JIMarHo3 HECOBEPLICHHOTo ocTeoreHesa. Jlabopa-
TOPHOE WCCJIeIOBAHHE BBISBUJIO yBEIMYECHHE aK-
TUBHOCTH JIM30COMHBIX (DEPMEHTOB, YTO I103BO-
auio ycranoButTh auarHo3 MJI II tuna. Taxxe
OBUIM TOBBILIEHBI [T0KA3aTEJIM AKTUBHOCTU XMUTO-
TpUO3UAa3bl, KUCIOW W wmienoyHoil (ocdarassl,
IIPU  HOPMAJBHBIX 3HAYEHMSIX KOHIIEHTpAIUU
kanpuusi U ¢ocopa B ceiBOpoTke KpoBu. IIpo-
Oann ymeprna B Bo3pacte 1 Mecsla BCIEACTBHE
HapacTarolleil JeroyHo-cepAeyHoOd HeI0CTaTo4-
Hoctu. [Ipu narosoroaHaToMMUECKOM UCCIIEI0Ba-
HUM OTMEYEHbl CKeJIeTHble aHOMaiauu (y3Kas
rpydaHasl KieTka ¢ OyJlaBOBHIHBIM yTOJIICHHEM
pebep B 30HaX KOCTHO-XPSIIEBOTO Mepexoaa, YKo-

MEQWLWUHA: TEOPUA W NMPAKTHKA

TOM 4  CNELBBINYCK

2019 ISSN 2658-4190



KPATKUE COOBLIEHUA

177

poueHune u nedopmarus TPOKCHUMANbHBIX OTJeE-
JIOB KOHEYHOCTEM, apaxHOMAKTHIMS KHCTei),
KapJAuOMerayus, OTKPbITbIA apTepUaibHbIA TPO-
TOK, OTKPBITOE OBaJIbHOE OKHO, MHHHUMAaJbHAas
MuKpotedanuss. MHUKPOCKOTTHYECKH BBISBICHO:
pe3Kas THIepIUia3usi Xpsina MeTa’nudu3apHOro
otjena pedep ¢ ONMyXOJIEBUIHBIM pa3pacTaHUEM H
runeprpodueil  XOHAPOIUTOB, pa3pacTaHUEM
MEX/1y XOHIPOLUUTAMHU T'YCTOKIETOYHOH (pUOpO3-
HOU TKaHH, 3aMEINAaoIIeHi 30Hy MEPBUYHON TyO-
4aToi KOCTH, BaKyOJIHM3alHs LUTOMIA3MblI KIETOK
ME3CHXUMAIBHOTO MPOUCXOKIACHHS: XOHJIPOIH-
ToB U (pudpodiacToB. B pesymprare cekBeHUPO-
BaHus 7k30H0B reHa GNPTAB y otma u crape-
ro Opara nmpobanma 1 OblIa BBISBICHA MYyTAaIlHs
p-S738X B 13 sk30He rena GNPTAB. V marepu n
IBYX MJIaAmux OparbeB mpobanma 1 Obima oOHa-
py’KeHa WHCepLHUs OAHOTO HyKJieoTuaa B 12 sKk30-
HE reHa NG_021243.1(GNPTAB_
v001):c.1450 1451insT (p.Thr4841lefs*23). Oue-
BUJIHO, mpoOaHx 1 sBIsIach KOMIayHIHBIM
reTepO3UTOTHBIM HOCHTENIEM HOHCEHC-MYTAIlNH B
13 5K30HE U MyTalMH CO CABUTOM PaMKH CUMTHI-
Bauus B 12 sx3one rena GNPTAB. Ilpobannx 2
ponuics oT BTOpoH OepeMeHHOCTH B Cpoke 38
Henelb ¢ Maccoir 2000 r, mmmHO#M Tema 45 cw,
OKPY>KHOCTBIO rojioBbl 30 cM, C OIIEHKOMH IO IIIKa-
ne Anrap 8/8. [lpu poxnenun y peOeHka ObLIN
oOHapyKeHBI: MePesIOM KOCTEH TOJICHH, BapycHast
nedopmartius 6enep U royieHe, neexT Mexnpe-
CepIIHOM TEePeropoAKy, rermaroMeranus, TpomMoo-
IUATONIEHUsA. BB BBICTABIEH NHAarHO3 HECOBEp-
LICHHOTO OcTeoreHesa. B Bospacte 9 anell ObuIH
OTMEYCHBI MUKpoledanus, Opaxunedanus, de-
penHo-nHIeBble AHCMOpuH (rpyOoBaThie YepThI
YA, TUCTUTACTUYHBIC YIIU, YIUIOUICHHBIN 3aThl-
JIOK, BBICOKHH JIOO, TOHKHE W THIIOMHUTMEHTUPO-
BaHHBIC BOJIOCHI CKaJIbIla, PEJIKUE PECHHIIBI, OTeU-

Hble BEKH, KOPOTKHI HOC C IHPOKUM KOHUHKOM,
YIJTWHEHHBIN U CTITKCHHBIN (DIIIBTP, MaCCUBHBIHN
aIbBEOJISIPHBIM OTPOCTOK, THIEpPTpous AeceH,
HU3KOE€ HE00, MHUKPOTEHHsI), BOPOHKOOOpa3Has
rpyaHast KIeTKa, yKOpoueHHue U aedopMarius mie-
YEBBIX KOCTEH, JJIMHHbIE Malblibl KHCTEH, YKOPO-
YeHHe W cabieBuIHAs nedopmarius oenep, BbIpa-
KCHHasi BapycHas W caOlieBHIHAs AepopManus
TOJICHEH, MATOYHBIE CTOIBI, M30BITOUHAS CKIIAJ-
4aToOCTh KOXKM B 00jacTu 1uied u Oexmep, rpbika
Oemoii IMHUM KUBOTA, MMaxoBas rpepka. [Ipu na-
OoparopHOM O0CIIEIOBAaHNUU BBISIBICHO yBeJIHYe-
HUE aKTUBHOCTH JIM30COMHBIX ()EPMEHTOB B I1J1a3-
M€ KPOBH, HA OCHOBAaHUH 4ero OBl yCTaHOBJICH
auargo3 MJI II tuna. ITpu cekBeHMpOBaHUU IK30-
HoB reHa GNPTAB 6b110 00Hapy)eHO, YTO IIPO-
OaHn 2 SBISIETCSI TOMO3UTOTHBIM HOCHUTENIEM MY-
tanmu  p.Arg375X B gecAToM DJK30HE Te€Ha
GNPTAB, y ero pogutesneid 3TOT alielb BbISIBICH
B F€TE€PO3UTOTHOM COCTOSHUU.

Zakawuenne. Kimmamaeckue mpossieHuss MJI
IIA/B y HOBOpPOXXICHHBIX AETEH BKIIOYAIOT Ye-
PETHO-JIUIEBbIE TUCMOP(HH, CKeIeTHbIC nedop-
MalyH, MEepesOMbl JUIMHHBIX TPYyO4aThIX KOCTEH,
KapAHOMeTalluio, TernaroMeraiuio, rppiku. B cBs-
3M C HallM4MEM MEPEIOMOB y TaKHX ITallHEHTOB
HEPEeIKO OMmMMOOYHO JHArHOCTUPYIOT HECOBEp-
meHHbId ocTteorenes. [Ipu maboparopHom mccie-
JIOBaHWY BBIABIIAIOT YBEIUUYEHHE AKTUBHOCTH JIH-
30COMHBIX (PEPMEHTOB, KUCJION U IICIIOUHOHN (oc-
¢arasbl npu HOPMAaJbHBIX 3HAYEHUSAX
KOHLIEHTPALUU KaJblust ¥ Qocdopa, TpoMOOLH-
TOIICHUIO. B pe3ynprare CEKBEHUPOBAaHUS DK30HOB
rena GNPTAB npu neonaransnom MJI I1A/B 06-
Hapy»XUBAIOT TOMO3UTOTHOE M KOMITayHIHOE TeTe-
PO3UTOTHOE HOCUTEIBCTBO HOHCEHC-MYTALMH U
MyTalUi CO CABUTOM PaMKH CUMTBHIBAHHS B TE€HE

GNPTAB.
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