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CUHApPOM KonbLieBON XpomMocomMbl 14 unu r(14).

KnnHuyeckune cnyyaum

A.B. HoBukoBa, H. M. ®aiisyaamHa, A.TM. AkonsH, K. M. 3ioAbLAe

PrEOY BO «bALLKMPCKMIA TOCYAQPCTBEHHbIM MEAMLIMHCKUM YHUBEPCUTET) MUH3APOBO Poccuu, Ydba, Poccus

PE3IOME

B cTatbe NpeACTABAEHbI CAYYQU IMMAENCHM Y 2 BOAbHbIX C PEAKOM HAOCAEACTBEHHOM MATOAOMMEN, CBA3AHHOM C XPOMOCOMHOM MYTALMEN —
Aereums 14-i1 XpoMoCOoMbl. ONMMCAHHbBIE HOMM KAMHMYECKME HOBAIOAEHUS NPEACTABASIOT MPOGPECCHMOHAABHbIA M HAY4HbIM MHTEPEC, TaK KakK
OTHOCATCS K PAPUTETHOM HEBPOAOTMYECKOM MATOAOMMM. [TOBbILLEHME OCBEAOMAEHHOCTH BPA4YEM O AQHHOM NATOAOrMM ByAeT crnocobCTBOBATHL

€ero CBOEBPEMEHHOM AMATHOCTHKE U AEYEHMIO.

KAKOHEBBIE CAOBA: XpOMOCOMHbIE 3aD0AEBAHMS, KOABLIEBASA XPOMOCOMA, AEAELIMM, PEIUCTEHTHAS SMMAETCHS.

KOHPAUKT UHTEPECOB. ABTOPbI 3A5BASIOT O6 OTCYTCTBMM KOHCDAMKTA MHTEPECOB.

Ring chromosome 14 syndrome or R(14). Clinical cases

L.B. Novikova, N. M. Faizullina, A.P. Akopian, K. M. Ziulisle

Bashkir State Medical University, Ufa, Russia

SUMMARY

The article presents cases of epilepsy in 2 patients with a rare hereditary pathology associated with a chromosomal mutation — deletion of
chromosome 14. The clinical observations we have described are of professional and scientific interest, as they relate to a rare neurological
pathology. Increasing the awareness of doctors about this pathology will facilitate its timely diagnosis and treatment.
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B MOCIEHUE NECATIICTUS Pa3BUTUE T€HETHUECKON HayKU
TIPHBEJIO K OTKPBITHIO Psizia 3a00J1€BaHHI C XPOMOCOMHBIMU
MyTanusamu. Cpenu MyTauuil BBIIEISIOT JSIELUH, AyIUTIKa-
LM, TPAHCIOKAlUU U UHBEpCUH. B ciydae nenenuu tepsercs
YacTh T€HETHYECKOM MH(OPMAINH 13- 32 TIOTEPH yIAICHHBIX
Y4YacTKOB reHeTH4ecKol 1eny. Takue MyTaiun 0003Ha4aroTcst
KaK KOHIICBBIE JEJICIIUH, IPH KOTOPBIX MOKET CHOPMHUPOBATHCS
KoJblieBasi xpoMocoMa. [TooOHas XpoMocoMHast HaToNoT st
SIBJISIETCSI OCHOBOM PEJIKMX TeHETHYECKUX 3a00JIeBaHNI, TAKNX
KaK CHHJIPOM KOJIbLIEBOH XpoMocombl 14 nmm 1(14).

CuHIpOM KOJIBIIEBOH XpoMocombl 14, uiu 1(14), BeI3BaH
OJIHOYW abeppaHTHOM XpoMOcoMOi¥i 14, clIoOMaHHBIE KOHITHI KOTO-
poii cpacrarotcs BMecTe, 00pasyst kousIlo [1]. boibhbie ¢ 1(14)
HMEIOT OfIHY KOITHIO aHOMAJIbHOM XPOMOCOMBI B HEKOTOPBIX WU
BO BCEX CBOMX KJIETKax. B OOJBIIMHCTBE CITydaeB M1aToIorHst
HOCHUT CIIOPaANYECKUIl XapaKkTep U BO3HUKACT KaK CIIydailiHOe
COOBITHE BO BpEMs paHHETO SMOPHOHAIBHOTO PA3BUTHS HITH
BO BpeMsl ()OPMUPOBAHHUS MYKCKHX U KEHCKHX TTOJIOBBIX KJIe-
Tok. [lepBbIe Hay4HbIE NaHHBIE 00 3TOM 3a001€BaHUN OBUTH
npeAcTasieHsl B 1971 1, 1 3a nocnexyomui Nepuoa B Mupe
3apeructpupoBano Mernee 100 ciaydaeB curapoma r(14). Dta
MaTOJIOI U MPECTaBIIeT MEAUIMHCKIIN U Hay4YHbIM HHTEpeC
B CBSI3U C HEIOCTATOYHOM H3yuyeHHOCThIO [1, 2].

®enorrn xpomocomsl 1(14) xapakrepusyercs qucMophude-
CKMMH YepTaMH JIMIIA, JIUIEHTUUECKUMU MPUCTYTIAMU C IEPBO-
TO rojia >KU3HHU, YMCTBEHHOH OTCTaJIOCTBIO U PacCTPOICTBOM
aytuctrueckoro crekrpa [ 1, 3—10]. Kak mpasurno, aetv ¢ JaHHON
TIaTOJIOTHEH HEBBICOKOTO POCTa, XapaKTepHbI MUKpoLedaIus,
PETHHONATHS, PELUIMBUPYIOIINE PECITUPATOPHBIC MH()EKINH,
BbI3BaHHBIE TpoOeMamMu ¢ IMMyHHTETOM [1]. Havaio snu-
JICTICUY TIPY CHHAPOME KOJIBIIEBOH XpoMOCOMEI 1(14) 00bI4HO

TIPUXOJMTCS Ha EPBBIN rofl )KU3HU pederka [8, 9]. Dnmentu-
yeckue npuctynsl (OI1) B 0CHOBHOM HOCST TeHEpaJIM30BaHHBIN
i (POKaBHBIA XapakTep, MOTYT IPOSIBIISITECS] CEHCOPHBIMU
WY TIOBEJICHYECKUMHY HapyILLEHUsIMH, TIOTepell CO3HaHus, a TaK-
e ToTepel KOHTPOIIS HaJl (PYHKIMSMU Ta30BBIX OpraHoB [1].

ITpuBonuM onucaHue ABYX KIMHUYECKUX CIIy4aeB CUHIPO-
Ma KOJIbIIEBOH XpoMocoMsl 1(14) ¢ pedpakrepHOi sruencueit.

Kaunnueckuii ciayqaii Ne 1

B ncuxoneBponorudeckoe otnencaue (ITHO) Ne 1 Jlercko-
TO IIEHTpa CUXOoHeBpooruu u smwientororuu (JALUITHu2)
I'bY3 PAKB skctpenHo nmoctynui pedeHok 11 mecsien
(2018 r.p.) u3 . Kymepray Pecnyonuku bamkoprocran, rie
Haxoxwies 31 nens (¢ 08.01.2019 mo 08.02.2019). Co cios
MarepH, y peOeHKa Ha ()oHE TOJTHOTO OJIaronoydust BOSHUKIIH
MPUCTYTIBI CYAOPOT BO CHE U ITPU 3aCBIIIAHNUH, C IOAEPTUBaHUEM
KOHEYHOCTEH, HapyIlIeHUEM CO3HAHUS.

OtHnueckue acnekTsl. BeneHue nayenTa ocymecTBIsuIoch
co00pa3HO NMpHHIMIIAM XEeNBCHHKCKOH JeKapaiyy BeemupHoit
MeauuHCKo# acconmarnmu (Dopranesa, bpazwmus, 2013 1.).
Ot poxuTereii nanpeHTa nory4eHo HHPOPMHUPOBAHHOE COITIACHE
JUTSl IPOBEJICHUST KITMHUKO-JIA00paTopHO-HHCTPYMEHTAILHOTO
aHaJIM3a C TOCJIeAYIOoNIeH MyOnrKalel Marepuaia B KypHae.

Amnamues 3a0oneBanus. Pebenok ot I1I 6epeMeHHOCTH, TIPO-
TekaBIIeH Ha ()OHE XPOHUYECKON THIIOKCHH TLIoa, T dy3HOro
y31oBoro 300a marepw; 11 ponos. Bo Bpemst GepeMeHHOCTH MaTh
pebeHKa PUHIMAIa Sy THPOKC 10 MOBOAY AU (Y3HOTO Y37I0BOrO
300a. Poztb! B 3839 Heyienb 3aBepIIMIIMCE ITAHOBBIM KECAPEBBIM
ceyenneM. [Ipu poxaennn mMacca Tena pedenka 3190 r. Boimu-
canbl Ha §-e cyTku. Jlo 10 Mecs1eB pa3BUTHE COOTBETCTBOBANIO
BO3pacTy, a ¢ 11 mMecsueB 3aaepKKa pa3BUTHS.

e-mail: medalfavit@mail.ru
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PucyHok 1. 23T B nepuoa anunpuctyna, naumeHt K. (11 mec.), 3apermcTpmpoBaHbl PEAYLIMPO-
BOHHbIE KOMMAEKCHI (MUK — BOAHA) AMMAUTYAOM 40 MKB MO BCEM OTBEAEHUSIM AAUTEABHOCTBIO 6
C, 30KAHYMBAIOLLIMECSH BOAHAMM AEABTA-ANANA3OHA AMMIAMTYAOM AO 500 MKB C NPEOBACAQHMEM
B MEPEAHMX OTBEASHMAX

Hesponoruueckuii craryc. Ha MoMeHT roctymieHnst oo1ee CoCTOsIHIE TTallueHTa
cpennelt crenenu TsokecTd. Co3HaHue sicHoe. OKpYKHOCTB TOJIOBHI 43 €M, MUKPO-
nedanpHON KoHGUryparnuu. bonbmoit poqHUYIOK 3aKphIT. UMErOTCSt 0COOCHHOCTH
CTPOEHUS JINLEBOTO Yeperna U CKeleTa: MUKaHT, aHTUMOHTOJIOUAHBINA pa3pes 1a3
(ommy1IeHB! HapyXXHBIE YIVIBI IIa3HBIX ILEeJIel), TTIOCKast CIIMHKA HOCA, BEIBEPHYTHIC
HO3.pH, y3Koe HE0O, KOPOTKasl 111esi, BOPOHKOOOpa3Hast Tpy/ib; aHOMAJIX IIMTMEHTALNN
KOXH ¥ ceTyatku. 3paduku D=S, peakius Ha cBeT uBast. B3op dukcupyer, 3a npe-
MeTaMH ciemuT. [ toTanue 1 oHanus He HapyIueHsl. [0oBy epKuT, TepeBopadnBa-
€Tcsl, CUIIUT, BCTAET Y OIOPBIL, IEPEBUTAETCA Y OIOPBL, XOAUT C NOAAEpKKOH. ToHyC
MBILII — TUIIOTOHUS ¢ 00enx ctopoH. Onopa Ha rnosHble cTomnbl. [laTtonorndeckne
3HAKH OTCYTCTBYIOT. MeHMHIeanbHbIX 3HaKoB HeT. [103HaBaTeIbHO-OPUEHTUPOBOYHAS
JIESITEJIbHOCTh C OTCTaBaHUEM I10 BO3pAcTy. 3aJiepKKa peUeBOro pa3BUTHSI.

OcobenHocTy TeueHus snuierncun. B ornenennn nabmonanuce JI1, koTopsie
HOCWJIU CEpUIHBIN XapaKTep — HECKOJIBKO IPUCTYIIOB C MHTEPBAJIOM B 5 MUHYT, B Te-
YEHHE KOTOPBIX CO3HAHUE OTHOCHUTENIBHO BOCCTAHABIMBAIOCH, C IEPUOAUYHOCTBIO
Kaxsle 2—3 nHs. Bo Bpems npucTyma 3payky pacIIMPEHsL, JULO THIEPEMUPOBAHO,
KJIOHMKO-TOHHUYECKUE CyAOPOTU B T€UEHUE HECKONBKUX ceKyH. [Ipu HapymeHuu
JTHEBHOTO CHa (YyTKHii, OECIIOKOMHBIN COH) MPHUCTYIIBI yYallaJIUCh.

WucTpymeHTanbHBIe MeTOIBI 00cnenoBanus. Ha anekrposnnedanorpamme (3310
TIPY HOCTYIICHUH 3NN TH(OPMHAS aKTUBHOCTB OTCYTCTBYET. Bo Bpems npeObiBanus
B CTaI[MOHApE 3aMKCh IPOBOAUIACH HEOMHOKpATHO. [lepen BBIMUCKON U3 OTAENECHUS,
Ha 30-i1 ieHb npeObIBaHs B CTALMOHApE, Ha (JOHE IPOTHBOCYIOPOXKHOM TEpaIiy BO BpeMs
CHa y peOeHKa IPOHU30ILIEN I'eHePAIM30BaHHbIH TOHUKO-KIOHHYECKHH IpUCTy (puc. 1).

Ha HouHOM BHI€0-23I' -MOHUTOpUHTE Yepes3 2 HeJeU MOCIIE BBIMUCKU U3 CTa-
LMOHapa: NaTTEePHBI SMMIENTHYECKOTO MTPUCTYTIA, SITWIENTH(OPMHAs aKTUBHOCTb
HE 3apEruCTPUPOBAHBI.

Ha marauTHO-pe3onancHoii Tomorpaduu ronosroro moszra (MPT I'M) nipu
noctyruiennu (ot 11.01.2019): npusnaku kuctsl kapmana Parke (KKP) B Bune
00pa3oBaHMs KHUIKOCTHOH, KHCTOIIONOOHON CTPYKTYpBI, pa3Mepamu 10 2x3%x4 MM
MEXIy afeHorunoduioM u Heliporunodusom (puc. 2).

Uepes 2 Hexenu nocie BeIIUCKU U3 cranuoHapa Ha MPT I'M ¢ koHTpacTupo-
BaHUEM MOATBEpXKIaeTCs KUCTa kapMaHa Patke.

Kucra kapmana Parke npencrasnsier co0oit J0OpOKadyeCTBEHHYIO aHATOMHYECKYIO0
CTPYKTYPY, GOPMUPYIOLIYIOCS B pe3yibTaTe aHOMAJIbHOW HHBOJIIOIMK KapMaHa Parke
C pa3BUTHEM KHCT MEXIy ajieHo- 1 Heifporunoduzom. KKP — Bropas o pacmpocrpa-
HEHHOCTH TaToJIOT s TMIOTalIaMO-THIIo(u3apHOi 00acTH rocie ajeHoM runodusa,
MOMYJSIMOHHAS 4aCTOTA 110 IaHHBIM ayToncuii cocrasisieT oT 13—33 %. [Tatoreneru-
yecku KKP cxoxu ¢ xparnodapuarnomamu. Pasmepst KKP BapbupyIoT OT HECKOIBKIX

MUJUTUMETPOB 110 4-5 cM, coep>KuMoe,
KaK IPaBUII0, HE3HAYUTEITLHO 110 00bEMY
U TIPEJICTABIISACT COOOM cMech OelTka  XO0-
necrepuna. KKP game pacrionararorcs uH-
Tpa- WM cynpaceusipHo. KucTel kapmana
Parke mManoro pa3Mepa B OCHOBHOM Xapak-
TEPU3YKOTCS OCCCHMIITOMHBIM TCUCHUCM,
B TO BpeMs KaK KpPYITHbIC 00pa30BaHHUS
CIABIIMBAIOT OJIU3JICIKAIIE CTPYKTYPhI —
HEPBHYIO TKaHb, 3pUTCIIBHBIN MIEPEKPECT,
TUITO(H3, BBI3BIBAs COOTBETCTBYIOIIYIO
CHMIITOMATHKY: TOOBHBIC 601 (33-81 %),
Hapymenue 3penust (33-75 %), runodu-
3apHyro guchynkmuto (19-81%). B psme
CJIy4aeB MEPBBIM KIIMHUYECKUM MPOSIB-
nenueMm KKP sBnsiercs anomiekcus ru-
no¢hu3a, COMPOBOKIAOIIASICS BBIPAKCH-
HBIMH TOJIOBHBEIMH OOJIIMH, HAPYIIICHHEM
3pUTEIBHON (DYHKIIMH, TONITHOTOW WIIN
pBotoit. [lnaraoctuka KKP 6asupyercs
Ha JIJAHHBIX PaJNOJIOTHYCCKUX METOIIOB
obcienosanust — KT u MPT. HeGonbime
o pazmepy KKP ¢ acumnToMarimyeckum
TEUCHUEM He TpeOyroT JieueHus. Hanmume
s pekToB KOMITpEeccHH (THIEPIPOSIAKTH-
HEeMUsL, TUITO(GH3apHBINA Je(UINT, CaBie-
HIE 3PUTEIBEHBIX HEPBOB) ABILSIETCS MTOKa-
3aHHEM K BBITIOTHEHHIO XUPYPTrHISCKOTO
BMeIarenbeTBa. Kak npasuino, 3agaga
OTIepaIuy CBOAUTCS K APCHUPOBAHUIO
COZIEPIKIMOTO KUCTHI WIIM Pa3pyIICHUIO
€¢ CTEHKH dHJJ0HA3AILHBIM TPaHCC(EHO-
UAaIbHBIM foctymiom [11].
IIpoBonuiace TaHAEeMHas Macc-
CIIEKTPOMETPHSI, HACICICTBEHHEIX 00-
Jie3Hel 0OOMEHa BEIIeCTB He 00HAPYKEHO.
T'enernyeckoe uccienoBaHue: B CBI3U
C HEOJJHO3HAYHO! KIIMHUYECKOH KapTUHON
OBLIO PEIICHO MPOBECTH KAPUOTHAIHPOBA-
nue (B staBape 2019 rona) B PecrryOiu-
KaHCKOM METUKO-TEHETHUCCKOM IIEHTPE
T. YBI ¢ UENbIO BRISBICHHS BO3MOXXHOU
XPOMOCOMHOM Marojoruu. BeisiBiieH ka-
PHOTHIT MY>KCKOH aHOMAJIBHBIN — KOJTbIIE-
Bast xpomocoma 14 (46XY, r(14)(p12q32)).
BricraBien auaruos: Q99.8 xpo-
MOCOMHOE 3a00JIeBaHue, KOJIblieBas 14
xpoMocoma. [ eHepan30BaHHBIC TOHU-
KO-KJIOHHYECKHE PUCTYIIBI, TeHepa-
JU30BaHHAS TCHETUYECKAS SITUIICTICHUS.
3agepxKKa ICUXOPEYEBOrO Pa3BUTHSA,
MHUKPOAHOMAJIUH JIUIIEBOTO Yepera.
OnHOM U3 OCHOBHBIX 33/1a4 JICUeOHOM
TaKTUKH ObLIO KYITHPOBAHHUE IIPUCTYTIOB.
Momnoteparnusi BalbIpOEBOM KUCIOTOM
HE J1aja 0KUIaeMOT0 pe3yiibTara, 1 pe-
OCHOK OBLT IIEPEBEIICH Ha ITOJUTCPAITHIO
MIPOTHUBOCYAOPOKHBIMU TIperapaTaMu:
BaJIBIIpOEBasi KACJIOTa (IenakuH® —
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45 mr/kr/cyt), neBetupaneram (JIeBeTH-
HOA® — 50 mr/Kr/cyT), OKCKapOa3ennH
(tpmenitan® — 40 mr/kr/cyt). Hecmotpst
Ha KOMOMHHPOBaHHYIO POTHBOCYIOPOX-
HYIO TEpaIiio TpeMs Ipernaparami, y pe-
OEHKa COXPaHsIMCh CEPUITHBIC SITUITPHU-
CTYIIBI, HO YMEHBLIMIACh NX TIEPHOIANY-
HOCTb: OHH CTaJIM BO3HUKATh Kax/ple 3—4
JHs1. BpUTO pereHo oTMEeHUTh OKCKapOa-
3€IMH 1 BBECTH B JieueHne eHobapouTan
0,5 MI/KT/CyT, 4TO A0 TOIOKUTEIHHBINA
3(eKT, IpUCTYIIBI KYITMPOBAIKCH, 001Iee
COCTOSIHHE MAIlEHTA HECKOJIBKO YITyYIlIH-
JI0Ch — peOEHOK cTai Oosiee aKTHBHBIM
B IICHX09MOLIMOHAIBHOM cepe.

Ha 31-e cyTku npeObIBaHuUS B CTAINO-
Hape peOeHOK BBIMKCAH JIOMOH C PEKOMEH-
JaMel TPOIOIDKUTE IIPOTHBOCYIOPOXKHYIO
TEpamuIo 1oJ HaOJItoIeHHEe HeBPOJIoTa
10 MECTY XHTEJIbCTBA, IPH HEOOX0IU-
MOCTH KOHCYJIBTAIIUSI SMHJIETITONOT .

Kaunnveckuii ciayqaii Ne 2

Pebenok X., 4 roga 3 Mmecsia
(2019 r.p.), moctynun B [THO Ne 1
JAUITHuD I'bY3 PAKbB u3 banrauescko-
ro paiiona PecryOnmuku bamkoprocran
B IUIAaHOBOM Tiopsiike (B nioHe 2023 1)
¢ ’)kajo0aMu Ha HEYCTOHUYUBYIO TIOXOA-
Ky, IPHCTYIBI CyIOpPOT BO30OHOBHIIUCH
¢ depaisa 2023 r., 110 MOBOAY KOTOPBIX
peOCHOK B OT/IEJIEHHE I'OCIIUTAIN3HPO-
BaJICS] HEOHOKPATHO.

OTuueckue acnekTsl. Benenue na-
LIMEHTAa OCYIIECTBIUIOCH COOOpa3HO
NpUHIUIIAM XeIbCHHKCKOW JIeKIapain
BcemupHoil MequnuHCKON accouanuy
(Popranesa, bpazwms, 2013 r.). Ot po-
JIUTeNIel ManyeHTa moy4eHo HHgop-
MHUPOBAaHHOE COIVIaCHE Al IPOBEACHHS
KJIMHHUKO-1a00paTOPHO-MHCTPYMEHTAIb-
HOTO aHaJIM3a C Mocienyromeit myonu-
Kaluel Marepuala B XypHale.

Anawmnes 3a0oneBanust. Pebenok ot VI
oepemennoctwy, 11 pomos. Bo Bpems 6epe-
MEHHOCTH MaTh IIEpEHECIIa OCTPYIO PECIIU-
PaTopHYIO BUPYCHYIO HH(EKIHUIO, XPOHH-
YECKYFO TUITOKCHUIO TUI0/a, ObLIN H3MEHEe-
HUS B aHAJIM3aX: aHEMMs1, IPOTEUHYPHS,
pesyc «—» kpoBb. Ponsl Ha 38-i1 Henene,
¢ Maccoii Tera pederka 3900 1, OKpyKHOCTb
TOJIOBBI 34 cM, Oaynt o mikane Arrap 7-9
6aoB. M3 ponyioma BeInEcaHs! Ha 4-¢
CYTKH. 3aiepkKa MOTOPHOTO Pa3BUTHA C 6
MECSILIEB, 3aJIEPKKa peyeBoro passutus ¢ 11
MecsILEeB. XOAUT CaMOCTOSITENBHO ¢ 1 roza
6 mecses. [lepsble cioBa ¢ 1 rona.

Hesponoruueckuii craryc. Ha MomeHT
TOCTYIUICHHUS 0011ee COCTOSIHUE MTAlMeHTa

PucyHok 2. MPT roanosHoro mosra naumerta K. (11 mec.). Kucta kapmaHa Patke

cpenHeii crenenn Tshkectr. Co3Hanue sicHoe. OKpy)KHOCTB TOJI0BBI — 48 ¢M, O0NIbIION
POIHUYOK 3aKpBIT. MEHHMHIeanbHbIX 3HAKOB HET. UepenHO-MO3roBbIe HEPBBIL: ITIa3HbIE
menu D=S, 3pauku D=S, poropeakims xuBasi, CIeANT 3a IpeAMETaMH, aJbTEPHUPY-
1omiee koconasue. JInno cumMerpuynoe. [oranue u Gonauus He HapyleHsl. ['u-
notoHus Mbin, D=S. CyxoxuisHble peduekcs! xuBble, D=S. Pednexc babunckoro
THOJIOXKUTEIIBHBIN ¢ 00erX cTopoH. CHANT, NepeBOPaYNBACTCSI, XOIUT CAMOCTOSTEIILHO
C IIMpOKO# 6a30i. ['MepmMoOMIIbHOCTE cycTaBoB KHcTeld. [Io3HaBaTeIbHO-OpHEHTHPO-
BOYHAsI ICSTENIbHOCTh YMEPEHHO CHIDKEHA, 331€PAKKa PEUEBOTO Pa3BUTHS.

OcobeHHocTH TeueHus smencun. [lepBolil cynopoXHBII NpUCTYH HAOMOAAICS
B 7 Mec.: BHE3alHas IOTepsl CO3HAHUS, FEHEPATN30BaHHbIE TOHUYECKHE CyA0POru
B KOHEYHOCTSIX, IVIa3HBIC sI0JIOKK 3aBe/IeHbI BBEpX. JJIMTENpHOCTE IpHCTyNa oT |
J0 2 MuHYT. [IpucTynsl NOBTOPSAIUCH exeAHEBHO nepsble 10 nHel, 3aTtem 1-2
paza B Henemo. C 15.11.2020 no 12.02.2023, xorna npucTynsl BO30OHOBUIIHCS,
HO MPOTEKAJIU MSr4e MO BBIPAXXEHHOCTH CYIOPOKHOIO KOMIIOHEHTA U MPOAOIIKHU-
tesibHOCTH. B 3 roma 10 mec. (12.02.2023) npucTtymisl ¢ noTepel CO3HaHUsI B BUJE
TeHEepaIU30BaHHBIX TOHUUECKUX CYAOPOT C NOCIEAYIOIKM 3aMUPAHUEM 10 | MUH.

WucrpymenranbHbie Metozisl o0cienoBanus. Ha 90T B Bospacte 10 mec. Bo Bpe-
Ms CHa PEerHCTPUPOBAIIUCH IPYIIBI «COHHBIX BepeTeH» uacToToil 12—13 ' B co-
yetaHnu ¢ K-xkomrmiekcamu, BepTeKc-OTeHIIMAIaMH B IEHTPAIBHBIX 00acTIX
C MEePEXOJOM B JIETIbTa COH B BUJI€ BBICOKOAMIUIUTYIHBIX, 10 550 MKB, MEAJICHHBIX
BOJIH, CHHXPOHHBIX 110 BCEM 00JACTSIM.

B Bo3pacte 1 roga u 7 mecsiueB Ha O0I" B COCTOSHUM CHA PECUCTPUPYETCS
noJMMOpQHask MEJICHHOBOJIHOBAs! aKTUBHOCTD. JIMMICNITH(HOPMHAsT aKTHUBHOCTD
HE 3aperucTpUpOBaHa.

33T B 4 rona 3 Mecsiia, BO BpeMsl 3alIMCH IPOU3O0LIEN MPUCTY (puc. 3).

Ha MPT I'M B Bo3pacte 10 MecsIieB: TOKaJIbHOE paclIupeHue OOIBIION -
crepusl Mo3ra. Ha MPT I'M B 1 rox 5 MecsinieB: TIoKaJIbHOE paciupeHue OonbIIon
muctepHs! Mosra. Ha MPT I'™M 3T B 4 roza 2 mecsina (25.05.2023): u3onupoBaHHast
TUIOIUIA3US HIDKHUX OTAEIOB YepBsl MO3xkedka. [ unoreHesus Mo30JIMCTOrO Tena.
Hesapamenue rnpo3pauHoii neperoponku (puc. 4).
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PucyHok 3. 23T BO BPEMS IMMUMPUCTYNA NAUMEHTa X. (4 roaa 1 3 mMecsLa) AAMTEABHOCTbIO AO 2
MUHYT C NOSIBAEHUEM MUOTPACPUYECKMX APTECDAKTOB B BUCOYHBIX OBAQCTAX, AUCDAY3HBIMU, PUT-
MUYHBIMK, PEAYLIMPOBAHHBIMM (3AMEAAEHHBIMIM) KOMMIAEKCTUMM, OCTPAS BOAHO-MEAAEHHAS BOAHA,
AMMNAUTYAOM A0 300 MKB B AOBHO-BMCOYHBIX OBAQCTSX

PucyHok 4. MPT TM pebeHka X. (3 roaa v 2 mecsLa)

Bo Bpems nocneaneii rocimtanuzanud MPT I'M He npoBoauinocsk.

ITpoBoaunace TaHAEMHAs Macc-CIEKTpOMETpHsl B Bo3pacte 10 MecsieB: Ha-
CJIEJICTBEHHBIX OOJIe3HEH 0OMEHA BEIIECTB HE 00HAPYKEHO.

I'enetnueckoe nccenosanne. Kaprorunuposanue nposeneHo B Pecryonukan-
CKOM MEJIKO-TeHEeTHIEeCKOM LeHTpe I. Yol (B HOostOpe 2020 1) BrisiBieH kaproTu
MYXCKOH aHOMaJIbHBIN — KoJibLieBast xpomocoma 14 (XY, r(14)(p11.1q32)).

Koncynprarus soronena: obmee Hegopassutue peur I ypoBus. KoHcynbrarms
NICUXOJIOra: 3aeprKKa mcuxuueckoro passurusa. Ocmorp okynucra: OU ansrepHu-
pyroliee Kocoria3ue, aHTOMaTHsI CeTYaTKH.

BrictaBnen guarnos: Q99.8 xpomo-
COMHO€ 3a00JIeBaHKe, KONbIeBas 14-s
xpoMocoma. TOHHYECKHe ST TH-
YeCKHe MPUCTYIbI, FTeHepaJIu30BaHHAas
reHetuueckas snuiencus. [TupamunHo-
ATAaKTUYECKUH CHHAPOM. 3a/Iep)KKa MCH-
XOpEeUYeBOro pa3BUTHs. MUKpOaHOMaITN
pasBuTHs. M30mipoBaHHas THIIOILIa3Hs
HIDKHHX OTJIEJIOB YepBs MO3xkeuka. ['u-
MOreHe3us1 MO30JIMCTOro Teua. [umep-
MOOMIIBHOCTB CyCTAaBOB KHUCTEH.

B LlenTpanbsHoii pailoHHOW O0JIBHU-
e banrayeBckoro palioHa IpoBOMIIACE
IIPOTUBOCYIOPOKHAS TEpPAITHs JIEBETH-
palneramom 1 oKckapOazenuHoMm — 0e3
a¢dekra, B CBSI3U C UeM PeOCHOK ObLI
nepeseneH B [THO Ne 1 IIITHuD I'bY3
PIKB 1. Y1, rie Tepanus Oblia U3MeHe-
Ha: OTMEHEHBI IPEeXXHUE TIpeTiaparhl, Ha-
3HaYeHbI BaJILIIPOEBAs KMCIIOTA (JIeTIaKuH
CHUPOIT) C TUTPOBAHHUEM J03bI 35 Mr/Kr/
CYT BHYTpPb, TOITpaMar ¢ THTPOBaHUEM
4,5 mr/kr/cyT. JlaHHas cxeMa OKa3asiach
3¢ heKTHBHOM, CYI0pOTH MTPEKPaTHINCE,
HaOmoanack peMUCCHs B TEUCHUE 2 JIeT
4 mec. C ¢peBpans 2023 . 103UPOBKY aH-
THSIIIENTHYECKHX npenapartoB (ADIT)
YBEJUYMIIH, IPUCTYIIBI CTAJIN [TOKOpOUE,
HeOOJIBIION MPOMEKYTOK BpeMeHH 0e3
npuctynos. [IpyHUMan nenakuH cupon
45 mr/xr/cyT, Tonupamar 4,5 Mr/kr/cyT
(yunTbIBast, 4TO peOCHOK PAcTeT U B Bece
npubdasi). C 4 et 2 mec. (c mast 2023 1)
10 4 rona 4 mec. (o mons 2023 r) 3aduk-
CHPOBaHBI IPHUCTYIIBI B BUJIE 3AMHUPAHUH.
BaoBs rocnuranusuposas B [THO Ne 1
JUIMHuD I'bY3 PAKB (utons 2023 1),
koppekuwst 10361 ADIT lertakun 45 mr/kr/
CyT, TOnMpamar 7,5 MI/Kr/cyT, K JICYEHHIO
no0asiieH peHobapOuTal ¢ THTPOBAHUEM
JI03B1 /10 1,5 MI/KT/CyT, 4TO IPHUBEIIO K pe-
Muccun. Bo Bpems mocieqHnx noBTop-
HBIX TocnuTanu3auuii B mapre 2024 r.,
Jajiee oBTOpHO B (espaie 2025 1. mpo-
JIOJDKAJIach IIPOTUBOCYIOPOXKHAS TEPAITHst
(yuutsiBas Bec 15 Kr): mpenaparsl Bab-
MPOEBOH KUCIOTHI 10 3,5 Mt (200 mr) x 3
p/n BHYTpB (40 MI/KT/CYT, JIeKapCTBCHHBIIH
MOHUTOPHHT — 97 MKI/MIT), TOIMpamar
50 mr % 2 p/n BHYTpSb (6,6 MI/KT/CYT, J€-
KapCTBEHHBIH MOHUTOPHHT — 5,7 MKI/MII),
(henobapduTain 6,25 mr yrpom, 12,5 mr
BeuepoM (2 p/m) BHYTpS (1,25 Mr/Kkr/cyT).
Kpome 3T0r0 Ha3HavaIMCh STUIMETHIITH-
npoxcunupuuH 1,0 (50 mr) B/m Ne 10,
OUOIITPOH I10 MOJISIM (Ha 00NacTk Jinna,
e, 00JacTh MEYCHH, 00TaCTh KUCTEH),
NIEpEMEHHOE MarHUTHOE T10JI€ Ha MIeH-
HBIM OT/JIe] MO3BOHOYHHKA, COJUTIOKC
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Ha 001aCTh HKPOHOKHBIX MBI, Ha MOMEHT HaOMrOneHUS
¢ uronst 2023 T. IPHUCTYTIBI He HAOMIONACH (METMKAMEHTO3HAS
pemuccus 1,5 rona).

B nuHaMuKe yirydmmuiics SMOIMOHATBHEIA (DOH, YITyUIIIHII-
csl TOHYC B KOHeUHOCTsX. [IpuctyrnoB B oTneneHnu He ObLIO.
PebeHoK ObLT BBINICAH IOMOH € peKOMEH/1aueil HaOmoneH s
HEBPOJIOTra 110 MECTY KUTENIbCTBA.

Odbcy:xnenue

[MockonbKy Apyrue XpOMOCOMHBIE HAPYILIEHUSI MOTYT UMETh
CXOJIHBIE KIIMHUYECKUE MPU3HAKH, ISl TOATBEPIKACHUSI TMarHo3a
HEOOXOIUMO MPOBOIHUTH XPOMOCOMHOE TECTUPOBaHKE. MeTo
UTOr€HETUYCCKOTO UCCIICIOBAHUS OOBIYHO MOXET UICHTU(HU-
LUPOBAaTh KOJIBIIEBYIO XPOMOCOMY, IOCJIE TOTO KaK C IIOMOILIBIO
MOJIEKYJIIPHOTO KapUOTUITUPOBAHUS YCTAaHABIUBACTCS TEPMHU-
HaJIbHAs Jieneryst XxpoMocoMsl 14q. B HexoTopbix citydasix 1(14)
MOXET OBITh IUATHOCTUPOBAHA BHYTPUYTPOOHO C IIOMOIIBIO
aMHUOIICHTE3a W/WJIH B3STHS TPOOBI BOPCHHOK XOpHoHa [1].
Penxocth gaHHOM MATONOTUH, CIOKHOCTD, HAJTMYUE OCIIONKHE-
HUIA, JOPOTOBH3HA MHBA3UBHOW TUATHOCTUKH, BAPHAOCITHHOCTD
(heHOTHITA, BKITFOUAS] OTCYTCTBHE TSHKEIBIX BPOXKIICHHBIX ITIOPO-
KOB Pa3BUTHS Y J€TEH ¢ MUKPOAETICUUSIMU, — BCE ITO MPUBOAUT
K HEJIOAMarHOCTHUKE MMAallMEHTOB Ha dTare MpeHaTalbHOMN nua-
THOCTHKH C OCIEAYIOIEH TSHKECTBIO JISUEHHsI, MEAULIUHCKOH,
TICHXOCOIUAITLHON peaOUITUTAIIMN ICTEH B OOIIECTBE.

Dnuiierncus Npu XpoMOCOMHON MATOJIOTHH 110 3THONATO-
reHe3y OTHOCUTCS K HACJIEICTBEHHBIM SUJIEIICUSIM U, KaK
MTOKA3bIBAIOT JTAHHBIC JIUTEPATYPHI M HAIIIN HAOIONCHUSI, OTIIU-
yaeTcs (papMakope3rcTeHTHOCTRIO [ 12, 13]. XapakTepucTuKoit
PE3UCTEHTHOM SIUIIETICUU SIBIISTIOTCS TPYAHOCTH AOCTHKEHUS
CTOMKON PEMUCCUU U PETPECC AIUICNTUUECKUX MPUCTYTIOB
Ha QOHE aJICKBaTHOM TEpayy IBYMsI IPOTUBOCYIOPOKHBIMU
cpenctBamu [12]. B Hanmx KIMHUYECKUX HAOTIONCHUSX THATHO3
XPOMOCOMHOTO 3a00JIeBaHNS —MyTalus 14-i XpoMOCOMBI — ObIT
BEICTaBJICH Ha 11—12 Mec. XU3HH MAIMEHTOB Tocie ae0rTa
SMIICIITHYECKOTO MPUCTYIIA, KOTOPBIC B 000MX CITy4asX UMEIH
TeHEPAIM30BaHHbIN XapakTep. YYUThIBasi TeHepaTU30BaHHbIH
THUII SMWICTICHH, B IEPBOM CITydac ObLIa Ha9aTa MOHOTEPAITHs
BaJTBIIPOCBOM KUCIIOTOM, HO JTaXke TOOABJICHHUE CIIE IBYX MPOTH-
BOCYHIOPOXKHBIX CPEJICTB HE MPUBEIIO K KYIIUPOBAHUIO CYOPOXK-
HBIX [IPUCTYTIOB. Y BTOPOIO MalMEHTa CTapTOBas Teparis Hayara
JIByMsI TIpeTiapaTaMu, KOTopast OKazaiach Hed(QEKTHBHOM, Tpo-
BeJIeHa 3aMEHa Ha JIBa JPYTHX MIPOTUBOCYAOPOKHBIX CPEJICTBA,
BKJIFOUAs BAJIBIIPOEBYIO KUCIIOTY (ienakuu® B cupore). JleueHue
JIByMsI IPOTHBOCYIOPOXKHBIMH ITpeTiapaTaMu U T00aBICHUC
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TPEThETO — OKCKapOa3enuHa — He PHUBEIIO0 K PEMHUCCHH, CY/I0-
POKHBIE IPHCTYTIBI TPOAOIDKAINCE. [TonokuTenbHBIH 3P PexT
OBUI JOCTUTHYT IIPH TOOABIICHUH K JIUeHUIO (heHoOapOuTana
1 OTMEHE OKCKapOa3enuHa y 000HX MaleHTOB.

3akn04ueHue

V 60JbHBIX ¢ KONBIEBOH 14-if XpOMOCOMOI1 3MTHIIeITH-
YeCKHe MPUCTYIHI ABISIOTCS OXHUM U3 HanboJjee pacipo-
CTPaHEHHBIX KIIMHUYECKUX CUMITOMOB. DIUJICIICUS ITPU
9TO MATOJIOTUU OTIINYAETCS TSHKECThIO TeUeHHs U (papma-
KOpPE3HCTEHTHOCTBI0. TakuM 00pa3om, Mpu HAITMYNHU PE3H-
CTEHTHOM 3MHJICTICUH B MIIAJICHUIECTBE C 33/ICPIKKOH pa3BUTHS
10 HEU3BECTHOM NPUYMHE CIEAYET IPOBECTU XPOMOCOMHBIN
MHUKpPOMAaTPUYHBII aHaJIN3, TAaHEIN TSHOB JITHIIETICHH (CEKBe-
HHUpoBanue crenyromiero noxonenus (NGS)), cekBeHnpoBaHue
Bcero 3k3oMa (WES) u reneTnyeckoe koHcyinpTrpoBanue [13].
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