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PE3IOME

BBepeHume. [aToreHHble BapuaHTbl reHa FLNA nprBoaAT K NOBPEXAEHUAM PasfivyHbIX OPraHoB U cuctem, GOPMUPYIOLLUMCS B SMOPHOHaNb-
HOM nepuope. Hambonee yacTo nopaxkaloTcs rOIOBHON MO3T (INMNEncKs), CepAeYHO-COCYANCTas cucTema (BPOXAEHHbIE MOPOKM cepaua,
NEroyHas runepreHsus), nérkue (3mounsema).

Llenb nccnenoBaHnsa — reHeTMYeCKas, KNMHUYECKas, TabopaTopHO-MHCTPYMEHTaNbHasA XapakTepucTiKa nauneHToB ¢ 3abonesaHnem, obyc-
JIOBNIeHHbIM NaTOreHHbIMK BapmnaHTamu reHa FLNA.

Matepuanbi u metoabl. Habniogannco 6 eBOYEK C MAEHTUGMLNPOBAHHBIMY MAaTOreHHbIMU BapuaHTamu reHa FLNA. icnonb3oBaHHbIe MeTO-
[ibl: reHeanorn4yecKunii, CeKBEHMPOBaHME MOJIHOTO 3K30Ma, CEKBEHVpOBaHye no CaHrepy, anekTposHuedanorpadpus, MarHUTHO-pPe30HaHCHasA
ToMorpadus rofloBHOro Mo3ra, 3Xxokapavorpadus, KateTepusaLma NpaBbiX OTAENOB cepAaLa C onpefeneHnemM AaBleHNsA 1 CONPOTUBEHNA B
Masiom Kpyre KpoBOOOpaLLeHUA 1 AaBNeHUA 3aKIMHUBaHNA NEFOYHBIX KanuiiAapoB, KOMMbloTepHas ToMorpadua opraHoB rpyAHON KIETKMU.
PesynbTathl. Y BCex NaLyeHTOB AMarHOCTUPOBaHa NeprBEHTPUKYIAPHAA HOAYNAPHasA reTepoTonumaA 1 3aaepKa NCUXOMOTOPHOrO pa3BuTUS;
y 2 — snunencus; y 4 — AUCNnasna KnanaHoB CepauLa; y 3 — OTKPbITbIN apTepurabHbIi NPOTOK, y 3 — cenTarbHble AedeKTbl, y 2 — ABYCTBOP-
yaTblii aOpTasibHbIA KNanaH, y 5 — néroyHas runepTeHsuns; y 5 — amousema nérkux; y 1 — BpoxaéHHaa anadparmanbHas rpbika. 3a Bpems
HabniofeHNA ymepnu 2 nauneHTa.

3akntoueHue. [locTaHOBKa AvarHo3a u HabnogeHe NaLMeHToB C NaTOreHHbIMY BapraHTamu reHa FLNA ABnsieTcs BbI3OBOM ANst MyNbTUANC-
LMNAMHAPHON KOMaH/bl Bpayell MHOrornpo¢guibHOro neamaTpruyeckoro ctaumnoHapa. MpeacraBneHHas Koropta 13 6 NalyeHTOB OTpaxaeTt
Hanbonee TUMUYHbIE NPOABNEHUA JaHHON NATONOTNM, TAXKECTb U CKOPOCTb Pa3BUTWA 6ONe3HN y AeTel NePBbIX NET XKNU3HN.

KnioueBble cnoBa: reH FLNA; dunamuH A; nepuBeHTPUKYNAPHaA HOAYNAPHas reTepoTonus; SNUNencus; NEroyHas rmnepTeH3uns; BPOXKAEHHbIE
nopoku cepaua; smdursema Nérkmx; Aetu
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ABSTRACT

Introduction. Pathogenic variants of the FLNA gene cause damage to various organs and systems formed in the embryonic period. The most
frequently affected organs are the brain (epilepsy), cardiovascular system (congenital heart defects, pulmonary hypertension — PH), and lungs
(emphysema).

The aim of the study: genetic, clinical, laboratory, and instrumental characteristics of patients with a disease caused by pathogenic variants
of the FLNA gene.

Materials and methods. Six girls with identified pathogenic variants of the FLNA gene were observed. The methods used:
genealogical, whole exome sequencing, Sanger sequencing, electroencephalography, brain MRI, echocardiography, right heart
catheterization with determination of pressure and resistance in the pulmonary circulation and pulmonary capillary wedge pressure,
CT of the chest organs.

Results. The article presents the results of a molecular genetic study of the FLNA gene. All patients were diagnosed with periventricular nodular
heterotopia and psychomotor retardation, 2 of them had epilepsy; 4 children had heart valve dysplasia; 3 had patent ductus arteriosus, 3 had
septal defects, 2 had bicuspid aortic valve, 5 had pulmonary hypertension; 5 had pulmonary emphysema; 1 had congenital diaphragmatic
hernia. Two patients died during the observation period.
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Conclusion. Diagnosis and observation of patients with pathogenic variants of the FLNA gene is a challenge for a multidisciplinary team of
doctors at a multidisciplinary pediatric hospital. The presented cohort of 6 patients reflects the most typical manifestations of this pathology,
the severity and rate of development of disease in infants.

Keywords: FLNA gene; filamin A; periventricular nodular heterotopia; epilepsy; pulmonary hypertension; congenital heart defects; pulmonary
emphysema; children
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BBepgeHmne

MyTaluum B reHax, KOAUPYIOIIUX CTPYKTYpHBIE Oel-
KU LIUTOCKEJIETa, OKa3bIBAIOT (pyHIaAMEHTAIbHOE BO3ICH-
cTBUe Ha opraHu3M. OOTHUM U3 TaKMX OEJIKOB SIBJSETCS
¢unamun A. Ilpu nospexnennu reHa FLNA, xonupyio-
mero 6enok ¢puramuH A (OMIM #300017), BO3HUKAIOT
MHOXECTBEHHBIE BPOXKIEHHBIE TTOPOKU M aHOMAJIMU OITOP-
HO-JIBUTATEJILHOTO arIapara, FOJIOBHOTO MO3ra, Cepila,
JNErKUX U IPYTUX OpraHoB. Jlo a1moxu MoJeKyasspHO-TeHe-
TUYECKOTO aHaJIK3a ONKUChIBaeMOe 3a00IeBaHe OTHOCUIN
K X-CLEIUIEHHBIM 00JIC3HIM COSIMHUTEIBHOM TKAHU C He-
BPOJIOTMYECKUMHU, KOKHBIMU WJIM COCYAMCTHIMU IIPOSIBJIC -
Husmu [1]. [Tocne BHeaApeHUs B pyTUHHYIO IPAKTUKY TEX-
HOJIOTMY CEKBEHMPOBaHUs ObUIY BepUDULIPOBAHBI MyTa-
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MY TeHa, OTBEeYalolIne 32 pa3HOOOpa3HbIe CTPYKTYPHBIE
HapylleHUs], mpoucxoasiure B amMopuoreHese. I'en FLNA
COCTOUT U3 46 KOAUPYIOIIMX 3K30HOB. Mexay 9-m u 10-M
9K30HAMU HAXOIUTCS CIeMMUIecKUii TepMUHUPYIOITUIA
TaK Ha3bIBa€MBbIN «SITOBUTHIN 9K30H», TIPU aKTUBAIINU KO-
TOPOTO B OITPeIeIEHHEBIX TKAHSIX BO3MOXHO IpeKpaIleHIe
cuHTe3a Oenka. MyTaluu B 3TOi 001aCTH IPUBOIST K TSI~
XemoMy (eHOTUITy 6osie3HHu [2]. B 3aBUCMMOCTH OT TuUIla
MyTalluM MOXET BO3HUKHYTHb TpPEXIeBpeMEHHAs! TEPMU-
HaIus MPOAYKINY (prtaMruHa A, B TaKUX CITydasix pa3BU-
BaeTCsl TIEPUBEHTPUKYISIpHAS HOAYJSIpHas TeTepOTOIMS
(ITHT), Bpoxaennbie nmopoku cepaua (BITC), nucmiazus
kiamnaHoB cepana [1, 3]. B npyrux ciayvasix MyTauus npu-
BOIUT K U3OBITOUHOMY HO00aBJIEHUIO 28 aMUHOKUCIOT-
HBIX OCTaTKOB Ha N-KOHIIe 0eKa, 4YTO MpU HOPMaJIbHOM

Original investigations

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(2): 72-84


https://doi.org/10.46563/2686-8997-2025-6-2-

HEBPOJIOTUYECKUW XXYPHAJ nmenn J1.0. BAOANAHA. 2025; 6(2): 72-84

https://doi.org/10.46563/2686-8997-2025-6-2-72-84

Pa3BUTHU CEpAIla XU MO3Tra BBI3BIBAET TaCTPOIHTEPOJIOTH -
YeCcKHe TMPOSBICHUS B BUIE XPOHUYECKOTO 3aropa, B Ts-
XKENBIX CITydasix — MaJIbpOTallMM KUIIIeUHUKa [4].

IMpuuunoii [THI siBnsieTcs HapylleHMe MUTPALIAY Hel -
POHOB B3MOPHOHAILHOM ITEPUOJIE, TIPUBOSIIEE K 00pa30-
BaHUIO Y3JIOB CEPOTO BEIIECTBA MIEPUBEHTPUKYIISIPHO, UTO
COITPOBOXIAETCS SIMIICTICUE I KOTHUTUBHBIMU HapyIIIe-
HusiMu [5]. JlnarHos noaTBepKaaeTcsl JaHHbIMU MarHUT-
HO-pe3oHaHCHOI Tomorpadum (MPT) romoBHOro Mo3ra.
OrnucaHbl Ipyrue aHOMAJIUU TOJIOBHOTO MO3Ta: TUIOIIa-
31sI WJIM areHe3uss MO3OJIUCTOTO Tejla, TUITOIUIa3usl MO3-
Keuka, MuKpouedanus u ap. [6]. [Tatomorus cepaedyHo-co-
CYIVCTON CUCTEMBI, B TOM YHCJIC JIETOYHOTO COCYIMCTOTO
pycna, pasHoobpa3Ha. Onucanbsl BITC, Takue Kak OTKphI-
TBI apTepUabHBII MPOTOK, Ae(EeKTHl MeXIIpeacepaHoi
1 MEXKEIyIOYKOBOI MEPeropoaoK, MaTOJOTUST KiIaraH-
HOTO amnrmapara cepiala U MarucTpajbHbIX coOCymoB [7].
JIérounas aprepuanbHag runepreHsus (JIAI') — Hepenkas
MTaTOJIOTHS Y MAIlMeHTOB C IMMATOTeHHBIMU BapyUaHTaMU Te-
Ha FLNA [8]. CUMIITOMBI JIETOYHOI1 TTATOJIOTUHM MOTYT Ba-
PBUPOBATh OT PEHUANBUPYIOIINX MHOEKIINNA HUKHUX JTbI-
XaTeJIbHBIX ITyTeH O TSOKEIIOM MBIXaTeTbHOW HEIOCTaTOU-
Hoctu (JIH), TpeOyroIieii MCKYCCTBEHHOW BEHTWISIINHU
nérkux (MBJI), mmurenbHO# KMUCIOpOAOTEepaIii, BIIOTh
IIO TTIOTPEOHOCTY B TpaHCIUTaHTaMu JErkux [9, 10]. Xpo-
Huueckas JIH u3-3a mapeHXUMaTO3HOTO MOpaXKeHUsT JEr-
KHX MPUBOAUT K MEPCUCTUPYIOMICH TMIIOKCEMHH, KOTO-
pas, B CBOIO 04epelb, MOTCHUUMPYET BA30KOHCTPUKLIUIO
COCYIOB MaJIOTO Kpyra KpoBOOOPAIIIEHHS C IMTOCIEAYIOIINM
peMoIeIMpPOBAaHNEM apTEPUIA U apTEPUOIT, TIPUBOIS TAKUM
o6paszom K JIAT [11]. B Hanbotee TSKENBIX Cydasx, Koraa
MOpaXEH MPOTSLKEHHBINA ydacToK reHa FLNA, maHude-
CTalurs MPOMCXOIUT C POXKACHMS B BUIE BoipaxkeHHow JIH,
OTCTaBaHUS (GU3NIECKOTO W IICMXOMOTOPHOTO Pa3BUTHS,
a Takke HEeIOCTaTOYHOCTH KpOBOOOpaiieHus Ha (oHe
BIIC, JIAT. BeimomHeHWe WHCTPpYMEHTAJIbHBIX METOIOB
obcnenoBaHus, B Tom yucie MPT ronoBHoro mo3sra, BU-
3yaju3annsl (eHOTHIIa Cepalia IO JaHHBIM 3XOKapauo-
rpacun (OxoKI') mMo3BOJISIOT KIMHULIKCTAM 3aII0I03PUTh
CHCTEMHBIN TTPOIIECC TTOBPEXKICHNS BHYTPEHHUX OPTaHOB
U TOJIOBHOTO MO3ra U OTHpaBUTh peOEHKA Ha reHeTuue-
cKoe o0cenoBaHue.

eab nccnenoBaHus — TeHeTUIECKAs, KIMHUIECKasI,
J1abopPaTOPHO-MHCTPYMEHTAJbHAST XapaKTePHUCTHKA TTaIlH-
€HTOB C TTaTOreHHBIMM BapuaHTaMu reHa FLNA.

Matepuanbi u meToabl

MHOTOILIEHTPOBOE OIMCATEIbHOE UCCIeIOBaHNE TIPO-
BOIMJIOCH Ha 0a3e HECKOJBKMX METUIIMHCKHMX YIPEXKIe-
HMIA, TAe MPOXOAMIM OOClieoBaHUE U JieueHue 6 aereit
C BBISIBJIEHHBIMU MAaTOT€HHBIMU BapuaHTamu reHa FLNA.
KpurepussMu BKITIOUEHUS SBISIMCH PeCIMpaTopHas Iia-
TOJIOTUSI, HEAOCTATOYHOCTh KPOBOOOpallleHUs Ha (OoHe
HekoppurupoBaHHbix BITC wnum néroyHoit rurepreH3nu
(JIT'), crpykTypHasi IaToOJOTHsSI TOJOBHOTO MO3Ta, IIOMI-
TBepXXneéHHast j7anHeiMu MPT y neteii ¢ BepuduiupoBaH-
HBIMU TIaTOTeHHBIMU BapuaHTamMu B reHe FLNA. Kpure-

Original investigations
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PUSIMM MCKJIIOUCHUSI OBUIM OTCYTCTBHE BBIIIOJTHEHHOTO
MOJIEKYISIPHO-TEHETUIECKOTO MCCIICIOBAHUS WJIM OTCYT-
CTBME IMAaTOTeHHOTO BapuaHTa B reHe FLNA.

MoneKynsIpHO-TeHETUIECKOE HMCCIICIOBAaHNE ITPOBO-
IWJIA METOIOM BBICOKOIIPOM3BOAMTEIBHOTO CEKBEHUPO-
BaHMS C JAJbHEHUIIEN BalMAALMEH BbISIBJICHHBIX T€HETU-
YECKMX BapUAHTOB C TIOMOIIbIO CEKBEeHMPOBaHUsI 1o CaH-
repy. B otneabHOM ciiyyae 3anono3peHHast MpoTsKEHHAs
nenenusl 3K30HOB 7—9 reHa FLNA Oblna BanugupoBaHa
npu nomowu I[P B pexrme peanbHoro BpemeHu. Emg
B OJHOM KJIMHUYECKOM HaOJIOAEHUU MOTpedoBajCs Mo-
BTOPHBINM OMOMH(OpPMAaTUYECKNI aHaNIU3, T. K. pe3yJibTa-
THI TIPEABIIYIINX UCCASIOBAaHNI HE YKIAIbIBAJIUCh B KJIM-
HUYECKYIO KAapTUHY 3a00/IeBaHUS peOEHKA.

IIpoBogunuch KIMHUKO-TeHEaJloTUYecKoe, OObeK-
TUBHOE, HEBPOJOTMYECKOE, JIAOOpPaTOPHOE M WHCTPY-
MEHTaJlbHOe o0cienoBaHusl neteid, BKaoudaBiuine MPT
TOJJIOBHOTO MO3ra, 3JeKTposHledanorpadpumo (B3I),
B TOM 4YHCJIe HOYHOU BuIeo-DII-MoHuTOpMHT, OXx0KT,
9JIeKTpoKaparuorpacuio, KaTeTepu3alnio IPaBBIX OTIC-
JIOB ceplia C ONpPEeAeIEHUEM IaBAECHUS U CONTPOTUBIEHUS
B MaJIOM KpyTre KpOBOOOPAIIIeHNS W JaBJICHMS 3aKJIMHBA-
HUS JIETOYHBIX KaWJIJISIPOB; 0030pHYIO peHTreHorpaduio,
KOMITBIOTEPHYIO TOMOTpadrio OpraHOB IPYIHON KIIETKH,
TPaxeoOpPOHXOCKOMNHUIO. brlIn mpoaHaaIn3npoBaHbl Ha3HA-
YeHHAas Teparus U NCXOIbI 3a00IeBaHNs.

JlaHHBIe TTAIIMEHTOB CPAaBHUBAJIM C Pe3yJbTaTaMM, T10-
JIyYCHHBIMM TIPU TIPOBEACHUM CUCTEMAaTHUECKOro 0030pa
[12]. CratucTuuecKyio o6paboTKy pe3ylIbTaTOB OCYILECT-
BJISITTA TIpY oMoy niporpamMbl «Microsoft Office Excel»
(«Microsoft»), mTaHHbIE BBIpaXKajay B IIPOIICHTAX.

PesynbTaTtbl

O0600611IeHbI JaHHbIE O 6 IETSIX ¢ AMAarHO30M, Bepubu-
LIMPOBAHHBIM MOJIEKYISIPHO-TEHETUISCKIMHN METOIAMMU.
Pe3ynbraThl 1 XapaKTepUCTUKA MALIMEHTOB MIPEACTaBICHBI
B Ta0a. 1. B Taba. 2 nmpuBeaeHa XxapakTepucTUKa MalueH-
TOB, 00C/IeIOBAaHHBIX HAMU, B CPAaBHECHUH C JAHHBIMU CH-
cTemMaThdeckoro oo3opa [12].

Y Bcex 6 malMeHTOB ObUIM BBISIBIEHBI Kay3albHbIE
BapuaHThl TeHa FLNA (tabn. 1). Hamu BBISIBIIEHBI OOUH
OINMCAHHBIM paHee KakK ITaTOT€HHBIA MHCCEHC-BapUaHT
W ONWH TAaTOTeHHBI BapHaHT, MPUBOIAIINNA K HapyIle-
HUIO CIUIaiicMHra, He OIMCaHHBIA paHee. B 2 ciyyasx
ObUIM YCTAaHOBJICHBI HEOOJIBIINE ACJICIINU, TTPUBOISIIIE
K CIBUTY PaMKU CUMTBIBAHMS, OMHA M3 KOTOPBIX He ObLIa
ormmcaHa paHee. Ele y 2 malmeHTOB BBHISBJICHBI ITPOTSI-
KEHHBIE AeNeunu: y TTaiueHTa Ne 5 nesnelms 3aTparusalia
9K30HHBI 7—9 reHa FLNA u onmcaHa paHee B HAIleM MC-
cnenoBanuu [13], a y maumenTa Ne 2 peneumst BKiIo4aja
Bech reH FLNA un He Oblj1a ornrcaHa B 6a3ax JaHHBIX paHee.
CeMelHBIN cerperalilMoOHHbII aHaIu3 TTO3BOJIUII YCTaHO-
BUTh, YTO y 4 13 6 MallMEHTOB MyTaLuu B reHe FLNA Gbuin
BBISIBJICHBI de novo, B OCTAJIBHBIX CIIydasx 0OClIemoBaHUe
poauTeaei He MPOBOAUIOCE.

Bce maryeHTBl OB KEHCKOTO IM10J1a; 5 U3 6 merei
HaOJIIONAIMCh B KIIMHUKAX C POKICHUS M3-3a paHHEH Ma-
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Ta6bnuya 1. Pe3ynbTraTbl reHETUYECKOro aHannsa N xapakTepncrika nauneHTos

Table 1. Results of genetic analysis and patient characteristics
TpusHaku [Mauwenr | Patient

Signs 1 2 3 4 5 6

Jemorpadudeckast XapaKTepUCTHKA U UCXOIbI
Demografic characteristics and outcomes

ITon Kenckuit KeHckuit Kenckuit KeHnckuit KeHckuit KeHckuit
Gender Female Female Female Female Female Female
Macca rena

npu

POXIEHUU, T 3050 2370 3000 2770 3080 2750
Birth weight,

g

Ucxonbt XKusa Ymepna Kusa Kusa Ymepaa Kusa
Outcomes Alive Died Alive Alive Died Alive

Pe3ynbraThl TeHETHYECKOTO 00CIIeOBAH!SI, CEMEITHOTO CErperaliOHHOTO aHaI13a
Results of genetic testing, family segregation analysis

T'enomHast

KOOpIMHATA _ chrX:? 154348838 chrX:153599308 chrX:154349706 TGGAGAT
Genomic el elaEslec el | o cninne neel C>A GA>T
coordinate

chrX:
? 153594701-  chrX:154351042C>T
153594780 _?del

Hyxneo-

TUIHBIN

BapuaHT ¢.7671del — ¢.306G>T ¢.7487_7494del — c.7024-1G>A
Nucleotide

variant

AMUWHOKHUC-

JIOTHBIA

BapuaHT p-Ser2558Alafs*10 - p-M1021 p.Leu2496Hfs*58 - -
Amino acid

variant

Onucanue B

JMTEpaType [13] He onncan [14] He onucan [13] He omican
Description Not described Not described Not described
in literature
CemeitHbII
aHaMHe3 Het naHHBIX Her naHHbIX
R De novo No data No data De novo De novo De novo
history
Manudecrauus
Manifestation
Bospact C poxaeHust C poxaeHust C poxneHust B 1roxn C poxneHust C poxaeHust
Age From birth From birth From birth 1 year old From birth From birth
CHUMITTOMBI JH, JIT T 1H JH, JIT
Symptoms Respiratory failure, JIH Respiratory Dnuencust ) Respiratory failure,
Pulmonary L . Respiratory
Pulmonary . failure Epilepsy . pulmonary
. hypertension failure .
hypertension hypertension
ITopaxxeHne eHTPaTbHO HEPBHO CUCTEMBI
CNS lesion
ITHT Ectb Ectb Ectb Ectb Ectb Ectb
PNH Yes Yes Yes Yes Yes Yes
Dnuencust Her Her Ectb Ectb Her Her
Epilepsy No No Yes Yes No No
3amepxka
TICUXOMO-
TOPHOTO JI€rkas JI€rkas CpenHsist Cpennsist CpenHsist Tsxénas
Pa3BUTUS Mild Mild Moderate Moderate Moderate Severe
Mental
retardation
podonxeHue mabsn. 1 cm Ha cmp. 77.
76 Original investigations
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[MpusHaku IManuenr | Patient
Signs 1 2 3 4 5 6
TNopaxeHue cepaecUHO-COCYANCTON CUCTEMBI U TepaTst
Cardio-vascular diseases and therapy
BIIC JledekT MexcKey-
CHD st ,I[O‘IKOB()-I?'I nepero-
ponku; nedext
MEXKETYI0UKO- HedekT "
N MEXIIpeICePIHOMN
BOU IEPETOPOIKU; MeXIIpeacep-
N . TIePErOPONIKH,
OTKpHBITHII nedexT Mexmnpen- HOM mepero- "
" " JIBYCTBOPYATBIIA
apTepUaTbHbII CepIHOI Het Het POJIKH, .
" A0pTATTLHBIN
TPOTOK TIEPETOPONIKH, No No JTBYCTBOPYATHIIA
N . KJIamaH,
PDA OTKPBITBIA A0pTaJIbHBIN .
. OTKDBITHII
apTepUaTbHbII KJIaTaH, P anc——
TMPOTOK ASD, BAV P T
VSD, ASD, PDA VSD, ASD. BAV,
PDA
Jucrnasust
ganaZOB Ectb Ectb Her Hert Ectb Ectb
i Yes Yes No No Yes Yes
Heart valve
dysplasia
Jur TpexkanumisgpHas — [pexkanwiisipHas RNz - Her CMenraHHas CMelraHHast
LPLEl Precappilar Precappilar Hasl No Mixed Mixed
pprary ppriary Precappilary
JIAT -Tepa- Cunnenadu,
s 003€eHTaH,
PAH therapy CrmECm, e, Cunnenadwu, WJUIOIPOCT,
003eHTaH Her OKCHJI a30Ta CunngeHadun
003eHTaH 003eHTaH . X . .
. . Sidenafil, No Sidenafil, Sidenafil
Sidenafil, bosentan Sidenafil, bosentan
bosentan bosentan,
illoprost,
nitric oxide
INopaxxeHue JErKUX U TepaTust
Lung damage and therapy
OMbuzema Ectp Ectp Ectp Her Ectp Ectp
Emphysema Yes Yes Yes No Yes Yes
Kucnopono-
Tepanusi/
g)?nen Ectb Ectb Ectb Her Ectb Ectb
Y8 Yes Yes Yes No Yes Yes
therapy/
artificial
ventilation

IIpumeuanue. JIT — nérounas runeprensus, ITHC — uentpanbHas HepBHas cucteMa, [IHIT — nepuBeHTpuKyIsipHast y3ioBas rerepotonusi, CC3 — cepaeyHo-coCyIucThie
3aboneBanus, BIIC — BpoxaéHHblit nopok cepana, OAIT — oTKpbIThI apTepuanbHblil mpoTok, AMXKIT — nedekr mexckenynoukoBoit neperopoaxu, JAMIII — nedexr

MeXIIpecepaHoii eperopoaku, JAK — nBycTBOpYaThIil a0pTaIbHbIN KianaH, Tepanus JIAT — Tepanust IErOYHOI apTepraibHO THIIEPTeH3NH.

Notes. PH — pulmonary hypertension, CNS — central nervous system, PNH — periventricular nodular heterotopia, CVDs — cardiovascular diseases, CHD — congenital heart
defect, PDA — patent ductus arteriosus, VSD — ventricular septal defect, ASD — atrial septal defect, BAV — bicuspid aortic valve, PAH therapy — pulmonary arterial hyper-

tension therapy.

Hudecraumu JH, nvtensHOR MOTpeOHOCTU B pecrnupa-
TOPHOI Tepanuu, KUCIOpOoAoTepanuu. Y BCceX MallueHTOB
o gfaHHeIM M PT rosioBHOTO Mo3ra 6pn1a BeisiBiieHa [THT.
JuarHo3 snujiencuu ObLT YCTAHOBJEH TOJIBKO 2 METSIM.
VYV Bcex HaOmogaBIIUXCSl AeTell Oblia 3aJepxXKa MCHUXO-
MOTOPHOTO pa3BUTHUSI Pa3IMYHON CcTereHu. 4 u3 6 aeteit
crpaganu BIIC, y Takoro xe KoJu4ecTBa IO JaHHBIM
OxoKI 6bu1a ycTaHOBIEHA OUCILIA3Us KJIalaHOB cepalia,
y 5 nereil Obla auarHoctuponaHa JII', Bo Bcex ciydasix
norpeboBaBIliasi, KpoMe KUCIOpOAoTepanuu, Ha3Haue-
Hus npenapatoB JIAT-cneuubudeckoil Tepanuu. «30-

Original investigations

JIOTBIM» CTAaHAAPTOM OLEHKW NABJIEHUS U COIMPOTHUBIIE-
HUS B COCyIax MaJIOro Kpyra KpoBOOOpaIlleHus, a TakxXe
noctkanwuisipHorn JII' saBnsieTcs aHrnoxapauorpadust
[15]. B 4 u3 6 ciydaeB 3TO MCCIeIOBaHUE ObLIO BBITION-
HeHo nociie HadHayeHus JIAT -cnenmduyeckoit Tepanuu,
T. K. B CBSI3U C BO3pacTOM, Maccoi TeJjia U TSIKECThIO COCTO-
STHUS IeTe He MPeICTaBsIOCh BO3MOXHBIM BBITTOJTHUTh
e€ panee. B 1 ciydae uccienoBaHue He ObUIO BBITIOJIHEHO
W3-3a TSIKECTU COCTOSTHUS peOEHKA, B IPYTOM OHO He ObLIO
peKoMeHIoBaHO n3-3a otcyTcTBUs JIH, HemocTaTOUHOCTH
KpoBooOpaiieHus 1 udMeHeHuii mpu OxoKI'. dunatauus
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Ta6nuya 2. XapaKTepncTUKN NaLMeHTOB C NaTOreHHbIMU BapuaHTaMmu B reHe FLNA B cpaBHeHUM € JaHHbIMM cUCTemaTuyeckoro o63opa [12],

uncno gerei (%)

Table 2. Characteristics of patients with pathogenic variants in the FLNA gene compared with data from a systematic review [12], number

of children (%)

XapakTepucTuka
Characteristic
ITon MYXCKOM
Gender male
KEHCKUN
female
Bo3spact 0—1 ron
Age 0—1 year
1—18 ner
1—18 years
> 18 ner
> 18 years old
IMopaxenue I[MTHT
LIEHTPaAIbHOM PNH
HEPBHOW CUCTEMBbI S ——
CNS lesion .
epilepsy
3a/Iep>KKa MCUXOMOTOPHOTO Pa3BUTHUS
mental retardation
[Mopaxenue OTKPBIThI! apTepUaJIbHbII MPOTOK
CepIeYHO-COCYaM- PDA
CTOI CUCTEMBbI .
CVDs nedeKT MEeXKETyTOUKOBOM MePeropoIKu

VSD

neeKT MEXITPEeCePIHOM MEPErOPOIKHI
ASD

JIBYCTBOPYATHII A0PTAIBHBIN KJIamaH
BAV

ITUCIIIa3usl KJIalaHOB cepaa
heart valve dysplasia

JIT
PH
[NopaxeHue I€rkux  smdbusema
U Tepanus emphysema
Lung damage and
T kucnoponoteparnwisi/ ABJI

oxygen therapy/mechanical ventilation

['pyria necenoBaHmst Crictemarmaeckii 0630p [12]
Research group Systematic review [12]
0/6 (0) 9/83 (11)
6/6 (100) 74/83 (89)
5/6 (83) 19/83 (23)
1/6 (17) 25/83 (30)
- 39/83 (47)
6/6 (100) 66 /74(89)
2/6 (33) 43/74 (58)
4/6 (66) 4/74 (5)
3/6 (50) 20/44(46)
2/6 (33) 9/44 (21)
3/6 (50) 4/44 (9)
2/6 (33) 3/44 (7)
2/6 (33) 13/44 (30)
5/6 (83) 15/44 (34)
5/6 (83) 23/27 (85)
5/6 (83) 20/27 (74)

TIpumeuanue. [ITHC — nenrpanbHasi HepBHast cucteMa, [THT — nepuBeHTpukynsipHast y3nosasi rereporonusi, CC3 — cepneuHo-cocyauctbie 3adoneBanusi, OAIl — OTKpBITHII
aprepuaibHblil mpotok, IMXKIT — nedexr mexkenynoukoBoii neperoponku, JIMIIIT — nedexr mexnpencepnHoit neperoponku, JJAK — nBycTBopuaTslit aopTajbHbII

knamna, JII' — nerouHast rurepTeH3us.

Notes. CNS — central nervous system, PNH — periventricular nodular heterotopia, CVDs — cardiovascular diseases, PDA — patent ductus arteriosus, VSD — ventricular sep-
tal defect, ASD — atrial septal defect, BAV — bicuspid aortic valve, PH — pulmonary hypertension.

BOCXOJISIIIIECil aOpThl — I'PO3HOE MPOSIBIICHUE TATOJIOTUH,
acColLIMUPOBaHHOM ¢ MyTalueli B reHe FLNA, B OCHOBHOM
BCTpevaroleecs Mmocje 5 JIeT KU3HU M 4acTO CBSI3aHHOE
C HaJJUYMEM JIBYCTBOPUYATOro aopTajbHOro kiarasHa [10].
B Hameit cepun HaOMIOACHUI MO JAaHHBIM MPOBEAEHHBIX
OxoKI' u kommnbloTepHoii ToMOrpaduu opraHoB TPpyaHOR
KJIETKU TOJIbKO B 1 cilyyae Oblia BbISIBICHA IUJIaTallus
BOCXOJISIIIICH a0PThI, KOTOpasi MOIJIa ObITh yCyrybjieHa Ha-
JIMYMEM MCXOIHO IBYCTBOPYATOI'O aOPTaJbHOIO KJaraHa
C YMEPEHHOM CTEMeHbIO CTeHO3a. TakxkKe B UCCIeNOBAaHUU
MpEACTaBJIeH NAlUEHT C HEPECTPMKTUBHBIM Ae(heKTOM
MEKKEJTYT0YKOBOM MEePEropoaKu, YTO AeJIaeT HEBO3MOXK-
HbeIM nipoposrkeHue JIAT-tepanuu (nauveHt Ne 6). JdaH-

78

HOMY MalMeHTy ObLIO MPOBEIEHO XUPYPrUUECKOE 3aKPbI-
THE nedekTa MeXKeIyI0uKOBOM Meperoponku. Y 5 nerei
M0 JaHHBIM KOMITbIOTEPHOI TOMOIrpachuu OpraHoB IPyiI-
HOM KJIETKM OBbUIM BBISIBJIEHbI OYard KOHCOJMAALUU
JIETOYHOU TMapeHXUMbl, 3M@U3eMaTO3HbIE U3MEHEHUS,
MO3anyHas THeBMaTU3alus, TMHEHHbIE GUOPO3HbIE TSIKU
(puc. 1). ¥ maumentra Ne 3 conmyTcTByIOLIEH MaToJiorueit
sIBUJIach AuadparManbHasl TpblXa, MOTpeOOBaBIIasi Mpo-
BEJIEHUSI OIePaTMBHOIO BMeEIlIaTeIbCTBa B HEOHATAIbHOM
nepuoze. IlanmenTtsl ¢ Mytauussmu B reHe FLNA yacto
HUCTIBITHIBAIOT TPYAHOCTU MpPU KOPMJIEHUU. Y MalMeHTa
Ne 6 n3-3a coueTaHHOI rpy0OoOIi 3amepKKU Pa3BUTHSI, BbI-
PAXEHHOM OBIXaTeJIbHOW M HEBPOJOTMYECKOU IaTOJI0-

Original investigations
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Puc. 1. KomnbloTepHasa Tomorpa¢us opraHoB rpyAHoI1 KneTku nauveHta N2 1 B Bo3pacre 3 ner.
a — aKcUanbHbIi cpes; 6 — GPOHTaNbHbIN cpes. IMbU3eMaTo3HbIE YHACTKM OKPYon Gopmbl C YETKMMU KOHTYPaMK YNIOTHEHNA No nepudepun.

Fig. 1. CT scan of the chest of patient No. 1, 3 years.

a — axial section; b — frontal section. Emphysematous rounded areas with clear contours of compaction along the periphery.

MU OBbLIM BBIIIOJTHEHBI IaCTPOCTOMUSI U TPaxeoCTOMMUSI.
B 2 caydyasx HacTymw JieTaJbHBIM MCXOMA: Y MallMeHTa
Ne 2 — ot IH, xpuzosoii JIT Ha (poHe mopaxkeHUs TETKUX
peCMpPaTOPHO-CUHIIMTHAIBHOM BUPYCHOW  3TUOJIOTUM
(MMMyHM3alMs TaTMBU3yMaOOM He MPOBOAUIIACH) B BO3-
pacre 1 roga; y mauudeHTa Ne 5 — oT cepieyHoil HexocTa-
TOYHOCTHU Ha (poHe KpuzoBoro teyeHus JII', ycyryousiie-
rocs B CBSI3U CO CTOMATOJIOTMYECKUM ONEePAaTUBHBIM BMe-
IIaTeJIbCTBOM B BO3pacTe 2 JIeT.

B Hamem wuccnenoBaHuMM 0COOOro BHUMAaHMSI 3a-
CIIyXMBaeT OOJIbHasl C JIWJIEINICHEe, acCOLMUPOBAHHOM
¢ [THT', u oTcyTCTBHEM MOPaXXEHUS CEPACIYHO-COCYAMCTOM
U pecMpaTopHoil cucteM. IIprBOAMM COOTBETCTBYIOIIIEE
KJIMHAYECKOE HAOJIONCHUE.

KnuHunueckoe HabnopgeHve

JuarHocTuyeckuii mouck y mamueHTa No 4 Havajics
B BO3pacTe 5 JIET M3-3a TPYAHO MOJJAIOLLEHCS JICUEHUIO
snwiencuu. [lpeHataabHbIf 1 HeOHaTaJIbHbI aHAMHE3bI
JIEBOYKHU He oTATolIeHbI. PasButue no 1,5 net mpotekaiio 6e3
ocobeHHocTel. [1e6oT mpucTyrnoB B Bo3pacte 1 rog 6 Mec
MpY MOBBbILIEHUU TeMmnepaTypbl Tedaa a0 40,5°C Ha ¢oHe
OCTpOIl pecrnupaToOpHOil BUPYCHON MH(EKLIMHU, CO CJIOB
MaMbl, B BHUIE OUIATepaTbHOIO TOHMKO-KJIOHUYECKOIO
cynopoxHoro mpuctymna. CocTosiHMe paclieHEeHO B paMKax
(hedpubHbIX cynopor. IToBTOpHBIN MPUCTYNT B BoO3pac-
Te 5 JieT Ha (poHEe SHTEPOBUPYCHOM MHQEKLMU, MPUCTYII
a¢eOpUIbHbBIN, KYIMUpOBaH OuUa3ernamMoM. bblna Ha3zHaude-
Ha IIPOTHMBOCYIOPOXKHAS Teparvsl BaJIbIIPOEBOM KUCIOTOIA,
npernapaT OTMEHEH POAUTENSIMU 4yepe3 Helmenro, Ha ¢oHe
Yero 0TMeYajioch MOsIBIeHUE MOBTOPHOTO SMUIEITUIECKO-
O TIPUCTYIIA C MTOCAEAYIOIINUM SMUICITUIECKUM CTaTyCOM,
KYIIMPOBaH B YCJIOBUSX OTIEICHUSI peaHUMallMi U UHTEH-
CHUBHOI Tepanuu ¢ hopMrpoBaHKeM Mape3a Tomna cripasa.
Bo3oOHoBIeHA Tepanys BaIbIIPOEeBOI KUCIOTOM, Ha (hOHE
Yero CmycTss 6 Mec IMOSIBWIMCH KaJloObl Ha 3IM30AbI CHA
B BUJIE OTKPBIBaHUS IJ1a3, 3aBEACHUS UX BIIPaBO, B HEKOTO-
PBIX CiIyyasx ¢ MOCAeIyOIUMI KJIOHUSIMU B MPaBoOi pyKe
MPOIOJIKUTENBHOCTBIO MeHee 1 MuH. [1o MecTy XutenbcTBa
BO BpeMs MPOBEACHUS HOYHOTO BUIAEO-DDI'-MOHUTOPUH-

Original investigations

ra SIU30Mbl PacliCHEHbl B pPaMKaxX TUIIMYHBIX aOCaHCOB.
IIpu mepecMOTpe MCXOAHBIX JAHHBIX 3aperMCTPUPOBA-
Ha TeHepaJM30BaHHas SIWICHTU(GOPMHAsT aKTUBHOCTD,
MPEUMYIIECTBEHHO B BHIE <«MEMIEHHBIX» KOMIUIEKCOB
ocTpasi—MeJUIeHHasi BOJIHa 4JactoTroi okoyo 1,5-2,0 TI'm
(puc. 2, a), a TakxKe MYJbTUPETHMOHAIbHAS 3MUIENTUdhODP-
MHasi aKTUBHOCTb, MHIIEKC MPEICTABICHHOCTH BapbUPOBal
OT HU3KUX A0 CpeIHUX 3HaueHuil (puc. 2, 6). Bo cHe 3ape-
TMCTPUPOBaHbI (DOKAJIbHBIC TOHUYECKUE SITMJICITUYECKIC
MPUCTYIIBI C PETMOHAILHBIM HAaYyaJIOM MKTaJIbHOTO MaTTep-
Ha B JIOOHBIX OoTaeax (puc. 2, 6, ¢). [lo MecTy XXuTtenbcTBa
K Tepanuu 100aBJIeH JJAMOTPUIKUH C OTPULIATETbHBIM 3¢h-
(exTOM B BUIE YBEIMYCHUS MPOIO/DKUTEIBHOCTH TIPUCTY-
noB 1o 10 muH. JIaMOTpUIKMH 3aMeHEH Ha 3TOCYKCUMU/I
M JIEBETUPALIETaM C TTOJIOXUTENbHBIM 3((PEKTOM B BUIE pe-
muccuu B TeyeHue 2 jet. I1o pesyasratam MPT ronoBHoro
moara BeisiBiieHa [THIT (pue. 3). CekBeHUpoOBaHME MOJTHO-
IO 3K30Ma BBISIBUJIO MMATOICHHBIN BapuaHT c. 7487 7494del
B reHe FLNA, npuBOIAIIMii K CABUTY PaMKU CUUTHIBAHMS
p.Leu2496Hfs*58. Pomutenn meBouyku 310poBhl. B cBsizn
C OTCYTCTBUEM JIbIXaTEJIbHOM WU CEPACYHOM HEIOCTATOY-
HOCTU peOEHOK paHee HUKOTrIa He HaOIoAancs IMyJIbMOHO-
JIOTOM WM KapauosioroM. HeBposiornueckoe HabmoneHue
3a peOEHKOM MPOAOJIKAETCS.

O6cyxaeHne

HccnenoBaHue orpaHM4eHO Mayioil BHIOOPKOI M3-3a
KpaiiHe pelKOoii pacrpoCcTpaHEHHOCTHU JaHHOTO 3a00JIeBa-
HUS U BIIEPBBIE B Halllell cTpaHe BKJIIOYAeT 6 MallMeHTOB.
IIpenpinyiiasg oTeyecTBeHHas NyOaMKaUMsl coaepxKaia
OIMucaHus 2 KIMHUYECKUX HabmoaeHuit [13].

Bce netu, BKIOYEHHBIEC B UCClIeIOBaHUE, ObUIN KEeH-
CKOTIO 10JIa, YTO CBSI3aHO ¢ X-CIEIJIEHHBIM XapaKTepoM
HacJieMoBaHUsI, YacCTON HEXM3HECIIOCOOHOCTHIO TUIONOB
MY>KCKOTO MoJia ¢ TTaTOTeHHbIMU BapuaHTaMu reHa FLNA.
B nurtepatype BcTpeyaloTcsl ONMMCAHMSI 3TON MaTOJOTMU
y MajJIbYMKOB, OMHAKO OHM, KaK IPaBUJIO, 0OYCIIOBJIEHBI
MUCCeHC-BapuaHTamu TeHa FLNA [6].

Manudecranust 3a00jeBaHUsS B HEOHATAILHOM IIe-
puoie y TTOJABISIONIETO OOJBIITMHCTBA HAOIIOIABIIIMXCS
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HaMH MalMeHTOB 00YCIOBJIeHA MOpaXKeHUEM JETOYHOTO
COCYIMCTOIO pycjia U IMOTPEOHOCTHIO B PECIIMPATOPHOM
noanepxXKe, IIUTEIbHON KUcaopogoTepanuu. Y 1 namnu-
€HTa B HEOHATaJbHOM Mepuone OblIa AUATHOCTUPOBAHA
U oIlepupoBaHa nuacdparMaibHas rpblXa, KOTOpasl MOT-
Jia OBITh CAMOCTOSITEJIbHBIM IIPEIUKTOPOM HEIOPa3BUTHS
(rurtorutasum) JaérouyHoit Tkanu v JII'. B mocrymHoit iu-
TepaType He BCTPETUIIOCH HAOIIOACHUI MallMeHTOB C I1a-
TOTeHHBIMU BapuaHTaMmu reHa FLNA v nuadpparManbHOR
TPBbIKEI.

80

Puc. 2. 33T nauyumeHTa N2 4.

a — reHepann3oBaHHas snunenTudopmHas
aKTMBHOCTb KOMIMJIEKCOB OCTpasi—MeaieHHas
BOJIHa yacToTon 1,5-2,0 y; 6 — reHepanun3oBaH-
Has 1 MynbTUpernoHanbHas anunenTudopmHasn
AKTMBHOCTb; 8 — VIKTaJIbHbIN NaTTepH $poKasb-
HOro TOHMYECKOro MPUCTYNA C PervoHanbHbIM
Hauanom B NIO6HbIX OTAenax; 2 — AndoysHoe
pacnpocTpaHeHve NKTanbHOrO NaTTepHa.

Fig. 2. EEG of patient No. 4.

a — generalized epileptiform activity of sharp-
slow wave complexes with a frequency of
1.5-2.0 Hz; b — generalized and multiregional
epileptiform activity; c — ictal pattern of focal
tonic seizure, with regional onset in the frontal
lobes; d — diffuse spread of ictal pattern.

IMamment No 2 pomwicss HEIOHOIIEHHBIM C MaJloi
Maccoii TeJla P POXKACHUM U TaKXKe MMEJI TUITOILIAa31I0
nérkux. JII' y maluueHToB ¢ MaTOreHHbIMU BapuaHTaMU
B reHe FLNA B pamkax ITaHamMckoii KilaccuguKaium HO-
CUT CMEIIAHHBII XapakTep U 00YyCIOBIeHA BOBICUCHHO-
CTbIO JIETOYHON TKaHU C pa3BuTUeM runokcemuu, BITC
M TIaTOJIOTHMEN JIErOYHOro aprepuanbHOro pycia [16].
OrcTtaBaHue B (DU3MYECKOM U IICUXOMOTOPHOM pa3BU-
TUM Y JAHHBIX MALMEHTOB HauboJiee BBIPaXXEHO Ha 1-M
rofy XXM3HHU U B OCHOBHOM IIPUXOAUTCS Ha BpeMsl, Koraa

Original investigations
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Puc. 3. MPT ronoBHoro mosra nayveHrta N2 4,

OpurrnHanbHasa cTaTbA

a — B akcmanbHol npoekuun B pexkume T2 Flair; 6 — B akcranbHom npoekumm B pexume FSPGR; 8 — Bo dppoHTanbHol npoekuun B pexume T2 Flair.
Hapy»kHble cTeHKV GOKOBBIX XeNyA0UKOB HePOBHbIe, pecToHYaTble. Cy6aneHAUManbHO B CTEHKaX 60KOBbIX KeNyA0UKOB BU3Yann3npyoTca yuyacTky,
VIMeloLLVEe CUTHAN, MAEHTUYHBIN CUTHaY OT CEepOro BELLeCTBa MO3ra, — Y4acTK1 aHOMaJIbHO PACMONOXEHHOIO CEPOro BELLECTBa — NPU3HAKWN HORYNAP-

HOM reTeporonunun.

Fig. 3. Magnetic resonance images of the brain of patient No. 4.

a — in the axial projection in the T2 Flair mode; b — in the axial projection in the FSPGR mode; ¢ — in the frontal projection in the T2 Flair mode. The
outer walls of the lateral ventricles are uneven, scalloped. Subependymally, in the walls of the lateral ventricles, areas are visualized that have a signal
identical to the signal from the gray matter of the brain — areas of abnormally located gray matter — signs of nodular heterotopia.

OCYIIECTBIISICSL AUMarHoctudyeckuit mouck. Ilocie or-
TUMU3AlUU Teparuu, B ToM yuciie Tepanuu JII', Hayana
peabuIMTAallMOHHBIX MEPOTIPUSTUIA O0JIee YeM Y TTOJIOBH -
HBI JeTeil oTMevallach IOJIOKUTEIbHAsl BecoBasl KpUBasi
Y YCIIeXU B OBJIaIecHUY HaBbIKaMu. HemanoBaXkHyto poJib
B 9TOM MTpPAlOT ONTUMAaJIbHASI JOMAITHSIsI KMCIOPOIOTE-
pamnusi, o0yuyeHue ponuTesiell 1 pyTUHHBIA KOHTPOJIb Ca-
Typauuu Kuciaopona [17].

Dnuierncus BbIsIBJieHA TOJAbKO Yy 2 HaOJI0JaBILINXCS
JIeTeil, XOTSd B CUCTeMaTUYeCKOM 0030pe KOJUYEeCTBO
MalMeHTOB C dMUJIeIIcueil peBaaupyeT (Tadia. 2), 4yTo,
BEPOSITHO, CBSI3aHO C OTHOCHUTEJIbHO KOPOTKHUM HaOJII0-
JleHMeM Halllix nauueHToB (10 5 jet). B o630pax maH-
HOI MaTOJIOTUM yKa3aHa HeOOXOIWMOCTb €XerOomaHOIo
HEBPOJIOTUYECKOTO OCMOTPA M UHCTPYMEHTAJIbHOTO 00-
cliefoBaHusl, BKIovyalollero nposeneHue D01 [18, 19].
Hamwu naHHbBIE CBUIETENBCTBYIOT O TOM, YTO B IIpOIiecce
MMAaTHOCTUYECKOTO TMOUCKa IPU HEOOXOAMMOCTH BU-
3yaJu3aluu JIETKUX MOCPEICTBOM KOMITBIOTEPHON TO-
Morpacduy OpraHoOB TI'PYAHOU KIJIETKU IlieJecoo0pa3Ho
BBIMIOJIHUTH MCCJIEIOBAaHUE C BHYTPUBEHHBIM KOHTpa-
CTUPOBAHMEM Cep/illa 1 MarUCTPAIbLHBIX COCYIOB, B TOM
YuCJie TPYAHON aopThl U COCYIOB IlI€U, C LEIbIO MOJIYy-
yeHUs] MHGOPMAIlUM O pa3Mepax U CTEIeHW U3BUTOCTH
MarucTpaiabHbIX cocynoB. Heobxoanma ouleHKa cTeneHu
IAJIaTalldM A0pThI, KOTOpasi He BCEraa J0CTaTOYHO MH-
(opmaTuBHa TpU IPOBENECHUHM YJIBTPA3BYKOBOTO UCCJIE-
JNIOBaHUS cepala u cocynon, xoTsd OxoKI mo-npexHeMy
13-3a TOCTYITHOCTU U OTCYTCTBUS MTOOOUYHBIX 3(pPeKTOB

Original investigations

SIBJISIETCSI XOPOIIMM CKPUHUHTOBBIM UHCTPYMEHTOM Ha-
OJI0AeHUS 32 IEThbMU.

VY Bcex 6 MalMeHTOB, BKIIIOYEHHBIX B HaIlle MCCIIE-
JIoBaHUE, ObUIM BBISIBJIEHBI Kay3ajlbHble BapUMaHTHI IeHa
FLNA ¢ oMOIIbIO TEXHOJOTMH BbICOKOIIPOU3BOIAUTENb-
HOro CeKBEHUPOBAHMUSI, YTO MOATBEPXKIAET Lieaecoodpas-
HOCTb BHEApEHUs] JaHHON TEXHOJOTUM B PYTUMHHYIO Ja-
0OpaTOPHYIO MPAKTUKY AJIS 9K30MHOTO CEKBEHUPOBAHMUSI,
CEeKBEHHPOBAHUsI TaHeseil TeHOB, a TakxKe 151 CEKBEHU-
pOBaHUsI TIOJHOI TOCIeA0BATEIbHOCTU HYKJIEOTUAOB OT-
JIeJIbHBIX TEHOB, TPUBOASIIMX K PA3BUTUIO PA3IMYHBIX MO-
HOTeHHBIX 3a00eBaHU — KaK peakux [20], Tak 1 Xopo11o
U3y4YeHHBIX [21].

3ak/ouyeHve

3anoa03pUTh MaToOJOTUI0, OOYCIOBIECHHYIO MAaTOreH-
HbIMM BapuaHTamu B reHe FLNA, cienyet npu KoMOMHa-
LUU 3M(PU3eMaTO3HOr0 3a00JeBaHUS JETKUX, TPUBOMIS-
mwero K IH y minanenues ¢ BITC, nucnia3ueii KianaHoB
cepaua, JIT', ITHI" 1 sanunencueii. CteneHb BhIpaXkeHHO-
CTU KaXJOro HO30JO0TUYECKOTrO MPOSIBJIEHUS OIpeaess-
eT MaplIpyTU3alMIO TalMeHTa MO Pa3HbIM OTACJECHUSIM
U CTallMOHapaM, MoKa He OOHAPYXUTCS 0011ast CBSI3b MEX-
Jy 3a00J1€BaHUSIMU Y MALIMEHTOB C MTaTOT€HHBIMU BapuaH-
Tamu B reHe FLNA. MyabTUAMCUMIIMHAPHBIA MOIXOM
y IaHHOM KaTeropuu NalMeHTOB UMEET pellaoliee 3Haye-
HUE B NMOCTAHOBKE IMAarHo3a, JeYeHUU U peaduIuTalluu.
CBOEBpEMEHHOE T€HETUYECKOE KOHCYJIBTUPOBaHUE U 00-
cJieIoBaHKe MO3BOJISIIOT KOHCOJIUINPOBATh YCUHUS.
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