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CuHapom HelimereHcbkoro po3pusy (CHP) — Le piakicHe 3axBOPIOBaHHS 3 ayTOCOMHO-PELIECUBHM TUMOM YCNaaKyBaHHS, L0 HAaNeXuTb A0
rpynu po3nagis, Ski 4acToO HA3MBaKTb CUHAPOMAMM XPOMOCOMHOI HECTaBINBbHOCTI. KNiHIYHO XapakTepmnsyeTbCa AMCMOPdIYHUMK 3MiHaMKN 00-
NYYS HA MOMEHT HapOaXKEHH:A 6€3 HEBPONOTIHHUX MPOSIBIB. IHLLI BaXMBI KNiHIYHI 03HaKK, BinbLL MOMITHI 3 BIKOM, BKJIIOYAIOTb NErky 3aTpUMKy
POCTY, Nepea4acHy HefOCTaTHICTb AEHHUKIB, CXUNBHICTb 40 PELNANBHNUX IHDEKLIV PI3HNX OPraHiB i Ay>Xe BUCOKUIA PU3NK PO3BUTKY 310AKICHIX
HOBOYTBOPEHb Y PAHHBOMY BiLli, HAMYACTILLE reMaTtooriyHOr0 MNOXOAXEHH:A. B OCHOBI 3aXBOPIOBAHHS € KOMOIHOBAHWI iIMYHOAEDILAT K KITITUHHOI,
TaK i rymopasnbHOI BIANOBIA.

MeTa — 03HaNoOMUTI NPAaKTVKYIOYMX NNIKapiB 3 0COONMBOCTAMM KNIHIYHNX NPOABIB | nepebiry CHP y AnTuHW.

KniHiuHnin BUNapok. OnvcaHo i HaBeaeHo 0COONMBOCTI KNiHIYHOro nepebiry CHP. BUCBITA€HO OCHOBHY AlarHOCTUYHY LIHHICTE CKapr, aHaMHesy,
AVHaMIKK KNIHIYHWX NPOABIB, N1a00PATOPHMX Ta IHCTPYMEHTaNbHUX METOAIB AOCNIAXKEHb, CEKBEHYBaHHA reHOMY Ha niaTBepaxeHHs CHP, gocnioxeH-
HA KICTKOBOIO MO3KY A1 NATBEPAXKEHHSA T-KNITMHHOMO NeKO3y, MeTody KapioTUnyBaHHS, CEKBEHYBaHHA FreHOMY, LLO BIANOBIAAE BUSBAEHINA My-
Tauir657del5 reHa NBN y romMo3unrotHoMy CTaHi.

BucHoBku. CrHApOM HeliMereHcbkoro po3pyiBy € NaTosorieto, ska yCnaakoBYETbCS 38 ayTOCOMHO-PELECUBHUM TUMOM | HANEXWTb A0 FPYnn
CYHAPOMIB XPOMOCOMHOIO HECTAOINbHOCTI 3 reHHMK nepebyaoBami. HasaBHICTb y Aitelt i3 CHP komGiHoBaHOIro iMyHoAediUMTy € OCHOBOIO MIABK-
LLEHOrO PUBVMIKY BUHUKHEHHS 3M10AKICHKX HOBOYTBOPEHb.

LJocnigxeHHda BUKOHaHO BIANOBIAHO A0 NpUHUMAIB [eNbCiHCHKOT Aeknapallil. Ha npoBeAeHHs A0CNIAXEHb OTPUMAHO IHhOpMOBaHy 3rody 6aTbkiB
LNTUHN.

ABTODPW 3a4BAAI0T NPO BIACYTHICTb KOHMAIKTY IHTEPECIB.

KntouoBi cnoBa: /1iTi1, KOMOIHOBaHWI iMyHOAedILNT, CUHAPOM HeliMereHCcLKoro posprny.
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Nijmegen breakage syndrome (NBS) is a rare disorder with autosomal recessive inheritance. It belongs to a group of disorders often called chromo-
somal instability syndromes. Clinically it is typically by facial dysmorphic changes at birth without neurological manifestations. Other important clinical
features, more pronounced with age, include mild growth retardation, premature ovarian failure, a tendency to recurrent infections of various organs,
and a very high risk of developing malignancies at an early age, most often of hematological origin. The disease is based on a combined immuno-
deficiency of both cellular and humoral responses.

Aim — to introduce practicing physicians with the features of the clinical manifestations and course of NBS in a child.

Clinical case. The features of the clinical course of NBS are described and presented. The main diagnostic value of complaints, anamnesis, dynam-
ics of clinical manifestations, laboratory and instrumental research methods, genome sequencing to confirm NBS, bone marrow examination to
confirm T-cell leukemia, karyotyping method, genome sequencing corresponding to the detected 657del5 mutation of the NBN gene in the homo-
zygous state are highlighted.

Conclusions. Nijmegen breakage syndrome is a pathology that is inherited in an autosomal recessive manner and belongs to the group of chromo-
somal instability syndromes with gene rearrangements. The presence of combined immunodeficiency in children with NBS is the basis for an increased
risk of malignant neoplasms.

The study was performed in accordance with the principles of the Declaration of Helsinki. Informed consent of the child’s parents was obtained for
the study. The authors declare that there is no conflict of interest.

Keywords: children, combined immunodeficiency, Nijmegen breakage syndrome.

Beryn

nHApoM HeliMereHCHKOTO PO3PUBY

(CHP) — 3axBOpIoBaHHS, SKe yCIAIKOBY-

€THCS 32 AYyTOCOMHO-PEIECUBHUM TUIIOM
1 HAJIESKUTD JI0 TPYTIU PO3JIAJIIB, 1[0 HA3UBAIOTHCS CHUH-
JpoMaMU XPOMOCOMHOI HecTabiabnocTi. [Tepmumu
O3HAKaM1 XBOPOOH B HOBOHAPO/KEHOTO € MiKpotieda-
JIist, IKa CyTIPOBOJIKYETHCS AMCMOPMIYHIMY 3MiHAMA
06smaYst i TisToOy0BY AUTHHYU Oe3 HEBPOJIOTIYHNX
MPOSABIB. 3 BIKOM CTAIOTh MOMITHUMH 1HII BaKJIMBI
KJTIHIYHI O3HAKHU: JieTKa 3aTPUMKaA POCTY, CXUJIbHICTD
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710 PENUNBHUX iH(EKIliil PI3HUX OPTaHiB 1 CUCTEM,
nepei4acHa HeJIOCTaTHICTDb IEYHUKIB, y’Ke BUCOKUI
PU3UK PO3BUTKY 3/I0SIKICHUX 3aXBOPIOBAHb reMaToJIo-
TiYHOTO MMOXOJKEHHST B paHHBOMY Billi [ 15]. KombiHO-
BaHUH IMyHO/IEDIITUT K KJIITHHHOI, TAK i TyMOPaJIbHOI
JIAHKH IMYHITETY € OCHOBHOIO O3HAKO0 XBOPOOU.

Y cBiTi piBenb nomupenocti CHP o1inoioTh
B 1:100 000 sxuBonapokenux. Ocobauso CHP 1o-
mmpenuii y Cxigniit €Bporri 3 yactoToio 0 1:155 y
JesIKUX MonyJdisx. IlommpericTs bOTO CUHIPOMY
B Ykpaini cranoButsh 1,3 Ha 1 000 000 HaceneHHsI,
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HaO1IbINA YACTOTA CIIOCTEPITAETHCS Y 3aXiIHUX 00-
sactsix Yipainu (10 20 sunazkis xa 1 000 000 oci6).
Y CIIIA sOCiAMM MaTOTEHHOTO BapiaHTa TeHa
c.657 _661del5 € namienTu cxigHOEBPONENRCHKOTO
CJIOB’STHCHKOTO TIOXO/IKeHHA [2,13].

Jl1s1 1i€l xBopoOu XapakTepHa XpOMOCOMHA HecTa-
GLIbHICTD 3 0COOIMBUMY TIepeOy10BaMu TIepudepd-
Hux T-miMboruTiB y BUTIIs/I iHBepCiii i TpaHCaoKAaIlii
i3 3aJIy4eHHSIM XPOMOCOM 7 1 14, a TaKOXK Yy TJINBICTh
KJIITHH /10 I0HI3YI0UOTO BUITPOMiHIOBaHHS i1 vitro. Bu-
SIBJIEHHSI MyTalliii B 000X ajiesisix reHa (hibpuHy 1rij-
TBEP/UKYE HASBHICTh Y IUTUHN TAKOTO CUHIPOMY [7].

Cunnpom HeliMereHCHKOTO PO3PUBY CIIPUYMHE-
Huit mytaiigmu B redi NBN (NBS1 — Nijmegene
Breakage Syndrome), posramosarnomy B 8q21
(mosromy 1eui 8 xpomocomu 21 sokyci). Busisie-
HO, 1110 TPOAYKT reHa NBN, HIGpUH, B3aEMOIi€ TIPH-
HaiiMHi 3 1BoMa irmimMu Gikamu hMre11 i Rad50.
Haiinomupenima genenis ¢.657 _661del5, p.
Lys219Asnfs ypaxye npubauzao 90% ycix marien-
TiB i3 CHP. 1 mesenis i 6iburicTs iHITMX BapiaH-
TiB MMPU3BOATH 10 CUHTE3Y YaCTKOBO (DyHKITIO-
HAJIbHUX OIJIKIB.

Haiimomupeninra feserisg 3 BTpatoo GpyHKIIii
rera c.657 661del5 nos’s3aHa 3 KJIaCMYHUM I1PO-
asoM CHP, tozi gk pifkicHa MicceHC-MyTallis TeHa
c.643C>T (p.Arg215Trp) criocrepiraerbest B rete-
posurorHux maiienTis (¢.657_661del5/c.643C>T),
a B TOMO3UTOTHMX HOCIIB — BapiaHTU TEHiB:
c.741_742dupGG, p.Glu248GlyfsTer5, ¢.330T>G
(p.Tyr110Ter) i c.1125G>A (p.Trp375Ter) [12,16].

Hi6puH Biztirpae KJI0Y0BY POJIb y PEryJisiiiii ak-
TuBHOCTI OisikoBOTO KOMILIEKCY MRN (Mrel1-
Rad50-NBN complex), skuii 6epe yyacTb y KiHiie-
BOMY 00pob6sieHHI K (i3iogMOTiuHUX, Tak
i MyTareHHUX JBOJIAHITIOTOBUX po3puBiB /JJHK
(DSB) (Double-Strand Breaks). JIHK (DSB) Bu-
HUKAIOTh K MIPOMIKHI JJTAHKH Y (i310J0TITHIX MO/~
X, Takux sk pexkomOinamiss V(D)] (Variable
Diversity Joining — BapiabesibHO-IMBEPCUTEHTHO-
CIIOJIyYHa peKoMOiHaIlis) 111/l 4Yac PaHHbOIO PO3BH-
TKy B- 1 T-k7iTuH i nepeMukanss Kiacy iMyHOTJIO-
OyJiiHiB y 3pisnx B-kiaiTuHax, siKi TeHEPYyIOThCS
MyTareHHUMU areHTaM¥, TAKUMHU K i0Hi3yioue BU-
MIPOMIHIOBAHHS 1 XiMiuHI peuoBUHM [6].

JIHK (DSB) € naiicepilo3HiIIMM TTONTKO/KEHHSIM
JTHK, sixe pusBouTh 10 FEHOMHOI HeCTab1IbHOCTI,
y T.4. 1epeby 0B XPOMOCOM ab0 TeHHUX MyTalliil.
HibpuH Bifirpae BUpimasbHy poJib y peKOMOiHaITi1
KJIACiB IMYHOTIJIOOYJIHIB 1 M ATpUMaHHI I[IJTICHOCTI
XPOMOCOMHOI cTabisbHOCTi [17].
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OCKIJIbKY 111 KJIFOYOBI PETYJIATOPHI ITPOTIECH € Jie-
dhexTHMMY B KiTiTuHax nanientis i3 CHP, To Buaci-
JTOK XPOMOCOMHUX abepalliit BUHUKA€ iMyHOaeDinuT
i roHa/{THA HEIOCTATHICTb.

Ocob6nBO BakJIUBUM OYJI0 BiIKPUTTS I[OI0O
(byHKITIOHATTLHOTO 3B’A3KY MiK CUCTEMOIO TreHiB, SIKi
BiJ[irpaloTh BaXKJIMBY POJIb y BiITHOBJIEHHI TIOIIKO-
mxenb [JHK, perymroBanHi kiiTrHHOI ipostidepartii,
arroITo3y Ta MiJITPUMaHHI 11 TeJIOMePHOI (PyHKITII.
[ledexTu B 1ili cucTemi TeHiB, mo koayoTh ATM
(Ataxia-Telangiectasia Mutated), NBN (NBS1 —
Nijmegene Breakage Syndrome), BRCA1 (Breast
Cancer Gene 1), FANCD2 (Fanconi Anemia
Complementation Group D), CDS1 (Checkpoint
Suppression1)/CHK2(Checkpoint Kinase 2) ta
1HIIT1, 1110 MOKYTb BUKJIMKATU OHKOJIOTIYHE 3aXBOPIO-
Banug [4,11].

Cepejt KOTOPTHUX IOCJII/>KEHD BUSIBJICHO, 1110 JIiM-
(oinHi 370g9KiCHI TyXJIWHY TIepeBaKaiOTh Y JiTel.
Haituyacrimme giarHoctytoTbhest AMMY3HI BEJTUKOKIII-
turHi B-kaitunni gimpomu (DLBCL) i T-kiitnaHa
mimdobmacTHa Teiikemis/mimdoma, y T.4. iepude-
puuni T-kaiTunHI tiMboMu. Y miTel 3pijgka BUSBIIS-
10Th Jiimbomy BepkitTa. Takoxk MOKINBUI PO3BUTOK
y NAI[IEHTIB 1HIIOI 3/I09KICHOI ITyXJIMHU (COJIi/IHI ITyX-
JIHY, y T.4. pabromiocapkoma) [10,14,18].

i pesyJsibTaTi CBiZIYaTh MPO PIBHOMAHITHICTD Me-
XaHi13MiB IEPBUHHOTO iIMyHOAEMIIUTY Ta TPAMUX
aimdoinanx crenudiyaux gaedexTiB penaparii
[ITHK. HeedekTrBHa eJliMiHaIIis TONTKOMKEHIX KJTi-
T y narientis i3 CHP i te, o HiGpuH 6epe ydacTsb
y pekombGiHartii mepemukanss knacis (CSR) i nuisxy
penapartii J/IHK ansrepaaruBHOTO 3’€1HAHHS KiHITIB
(alt-EJ), cupusgiors cuenudiyHiil 9yTaAUBOCTI
B-kJrituH 10 reHoMHOi HecTabibHOCTI [5].

Xapaktepaum cummntomom CHP e mporpecyioua
Mikpoitedaris, SKa CriocTepira€Thes Biji HAPOXKEH-
Hsl, | THUTIOBI BiIMiHHI YeperHO-JTHIEeBi 0COOIUBOCTI.
Jlucmopdidni pricu 06ImdYst Iy/Ke CXOKI cepert yCix
MAIEHTIB i CTAIOTh OiIBIIT OUeBUAHUMY 3 BikoM. Co-
MaTUYHUHI PO3BUTOK 3aTPUMYETHCS (Maca Tijia mpu
HAPO/IPKEHHI, JIOBKUHA 1 OKPYKHICTh TOJIOBU 3a3BU-
Yyail HuK4a 32 HOPMY ). Y HEMOBJISIT CIIOCTEPITAETHCS
3aTPUMKA POCTY /10 2—3 POKIiB. ¥ /1iBUATOK Bi/ICYTHIi
yOepTaTHUI 1epioj i HeJoCTaTHIl PO3BUTOK BTO-
PUHHUX CTAaTEeBUX O3HAK Yepe3 TOPMOHAJIBbHY HEZ0-
CTaTHICTH I€UHNKIB. CTaTeBe 103PIBAHHS Y XJIOTUU-
KiB [IOYMHAETHCS CIIOHTAHHO 1 epebirae HOpMaJIbHO.
Tako:x TpanasoThCsT BPOJKEeHI aHOMaJTii Ce90BH-
HinbHOI cucteMu. AK iMyHOeDIIUT, TaK i XPOMO-
COMHa HecTabilIbHICTh MOKYTh CIIPUYMHSTH PO3BH-
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ToK y namienTis i3 CHP myxiun y pannbomy Bilti.
YacrTilie OHKOJOTIUHI 3aXBOPIOBAHHS BUHUKAIOTH
y 40% narientis i3 CHP no 20 pokis [9].

PecriipatopHi iHdeKIii MaloTh Miciie B 6ibI10CTi
mireii i3 CHP. IToBropHi mHeBMOHIi Ta GPOHXITH MO-
KYTb MPU3BECTHU 110 OPOHXOEKTATUIHOT XBOPOOH
3 BUPQ)KEHUMHU TIPOSIBAMU TMXJIbHOI HETOCTATHOCTI.
Y niteii i3 CHP cnoctepiratorbest MeHiHTOEHIIE(DA-
JITH, CHHYCUTH, OTUTH, & TAKOXK IIIJTYHKOBO-KHIIIKO-
Bi iH(eKIIii Ta iH(eKIIiT ceUOBUBIIHUX MIJISAXIB, 3Pij-
Ka OTOPTYHICTUYHI iH(eKITl.

Husbkuii pisens IgA, IgGi/abo 1gG2 y cuposarri
KPOBI, JiiM(OTIeHis, CIIOHTAHHI Ta IHyKOBaHi peHTTe-
HiBCBKUMU TTPOMEHSAMU XPOMOCOMHI PO3PUBH TIi/I-
TBEP/UKYIOTH [IiarH03. XapaKTepHUuil iMyHoAepiluT
nepebayae gediluT CHPOBATKOBUX IMyHOTIO0Y.Ii-
HiB, HattyacTimmMm i3 skux € IgG (62%), a 1oTiM HI3b-
Ki abo HeBu3HaueHi piBHi IgA (57%). HaBmnaku, KoH-
nenrpaitii [gM nopmasnbhi y 61% i nigsurieni y 14%
namnientis [3]. Hedinut nigkmracis IgG (ocobmBo
[gG2) moske MacKkyBaTHCA B MAIIEHTIB i3 HOPMaJib-
HOIO KOHIeHTpartieto 3araibaoro [gG. Cybnomy st
JiMMOITIB IEMOHCTPYIOTh 3HIKEHHST aOCOTOTHOT
KibkocTi 3arambaux kiaactepis CD3 + (Cluster of
differentiation 3) T-xaitwn i kxactepis CD4 +
(Cluster of differentiation 4 ) T-xmiTuH y Ginbimocti
nartienti. Kmacrepu CD4 + CD45RA + (Cluster of
differentiation 45RA) T-kuiTiHM Maiike BiACYyTHI,
crioctepiraerses ranboke sumxenas off CD8 +
(Cluster of differentiation 8) T-xiTuH, ase g0 Tpupa-
30Boro 36isbinerns y§ CD8 + T-kuitun. KisbkicTh
MPUPOJHUX KJIITHH-KIJIEPIB € HOPMAJIBHOTO B OiJTh-
mocTi naiieTis [8]. AGcooTHa KiJIbKICTh K1acTepiB
CD19 + CD20 + B-kJiiTiH 3HIsKeHa B GLIbIIOCTI a-
wienTis. [lutoreneryni abepartii mpucythi B 10-45%
metadas T-kiriTiH, KyIBTHBOBAHUX Ha (piTOTEMAarJro-
tuHiHi (PHI'A), y nanientis i3 CHP. Binbnricts niepe-
OyI0B BiZIOYBAETHCS MEPEBAKHO MiK XPOMOCOMAMU
71 14 1 3a3Buyvall € iHBepCisAMU i TPaHCTOKAIIAMI
3 TOYKaMH PO3PUBY B MiCIIi FeHiB IMyHOT/I00Y T HY 200
perterrtopiB T-xuitun [1].

3aliI03puTH TSKKUIT KOMOIHOBaHUT iMyHOehi-
IIUT Y HOBOHAPO/IPKEHUX JIiTell MOJKHA 32 JIOTTOMOTOTO
HEOHATAIbHOTO CKPUHIHTY. [[aIlieHTH 3 TSKKIM KOM-
6iHOBaHUM iIMYHOAE(DIIIUTOM He MAIOTh 30BCIM 200
MAtoTh 3HIKEHY KiJbKicTh T-KJIiTHH 1 3HMIKEeH]T a60
HedyHKITIOHATBHI B-KitiTrtn, momioro 1o CHP, siki
MOKHA BUSBUATH 32 IONMTOMOTOIO TECTY CyXO0l KPOBi.

B pisHux KaTeropiii 3aXBOpOBaHb HA PU3UK
BUHUKHEHHS OHKOJOTIUHOI MaTOJIOTIl JIEKUTH
B OCHOBI Takoro kaiHiuHOTO BUmaaKy. CHP € pizkic-

162

HUM ayTOCOMHO-PEIeCUBHUM PO3JIaJIOM XPOMOCOM-
HOI HecTabiIbHOCTI 3 TTOJIMOPMHICTIO KIIHIYHUX
MaHidecTarin.

Mema nocnizkeHHS — 03HAOMUTH TPaKTUKYIO-
YHX JIKapiB 3 0COOJUBOCTSIMU KIIHIYHUX TPOSIBIB
i nepebiry CHP y nutunn.

ocuixenHd BUKOHAHO Bi/IITOBITHO /10 PUHITATIIB
lesncincpkoi gexmapartii. Ha mpoBeieHHS oCTiKeHb
OTpUMaHO iH(OPMOBaHY 3rojty GaTbKiB IUTHHH.

Kiniynuii BUnaaox

Xeopa 1., BikoM 5 POKiB, TocIiTamizoBaHa 3a yp-
FeHTHUMHU TIOKa3aHHAMU [0 iH(eKIiiiHO-60KcoBa-
HOTO BiJliIeHHS 31 CKapraMu Ha MOCTIHHUN cyXuii
Kalllesb, 3aUIIKY, TABUIIEHHS TeMIIepaTypu Tija
110 (hbebpuIbHUX 1P ITPOTATOM OCTaHHIX 8 1116, 11e-
pioamuHMil 6iTb y JKUBOTI, HAPOCTAIOTY BTPATY Baru,
3HM>KEHHS alleTUTYy. BijoMo, 1110 3aXBOpIOBaHHS PO3-
MOYAIOCS 3 OSIBU KaTapaJlbHUX sIBHIIL i GOJIIO B TOP-
Jii izt gac korauHs. [Ipotsirom 2 z1i6 3’s1BUBCS Cy-
XUU KallleJib, TeMIlepaTypa Tijia HapocTasja Jo
hebpunbHEX 1HdP. JuTrHa TiKyBasach aMOy1aTop-
HO, OTPUMYBaJia HypodeH y pa3i MmiIBUIIEHHS TeM-
nepartypu 10 hebpuabiux udp. Cran AUTHHU B 11-
HaMIiIli moripuyBaBcs, 3’ sIBUJAcs 3aJUIIKa 32
Y4aCTIO JOMOMIKHOI MyCKYJIATypH, OiJIb Y JKUBOTI,
nepiognyHe 6stoBaHHs. J[UTHHA BiAMOBIIsIACS Bijl
ixxi. Ha 6-Ty 100y B Hel fiarHOCTYBaJIM alleTOHEMiY-
Huit cungapom. Ha 7-my 100y 3aXBOpPIOBaHHS MaTh
3 IUTUHOIO 3BEPHYJIacs 110 MeJINYHY JIOTIOMOTI'Y 3a
MiclleM [TPOKMBaHH4 /10 ciMelHoro Jikaps. [liBunH-
11i TIPOBEJIA PEHTTEHOJIOTIYHE JIOCJII/[PKEHHS OPTaHiB
TIPYAHOI KJIITKH, y 3B’43KYy 31 3MiHAMU B JIETEHSIX
i TSKKICTIO CTaHy AUTUHY HepeBesIn 10 001acHOI -
TSAYOI1 JIIKAPHI.

3 aHaMHe3Yy KUTTS BiZIOMO, 110 INTIHHA HAPOIMJIa-
¢4 Biz | joHOIIeHOT BariTHOCTI 13 3arpo301o Tiepepu-
BaHH4 B TepMiHi 18—-20 TuxxniB. Maca auTunu Ha
MOMeHT HaposkeHHs cranoBuia 3100 r, 3picT —
53 cM, auTuHa OyJia Ha MITYYHOMY BUTOI0OBYBaHHI
3 3-MicsuHOTO BiKy. MaTH 11ij] 9ac BariTHOCTI Mpartio-
BaJia reKapeM, IiHiMaja BaKKi mpeamers, 6aTbKo
JUTUHY CTapIIUi 32 MaTip Ha 25 POKIB i Ma€ MIKi-
JIVBI 3BUYKH, 30KPEMa, TIOTIOHOBY i aJIKOTOJIbHY 3a-
JIESKHICTD.

JluTnHa yacto XBopisa Ha BipycHi iHDeKIii, AKi
CYIIPOBOJIKYBAJIMCS alleTOHEMIYHUM CUHPOMOM.
[lernsieHHs IPOBe/IEH] 3TiHO 3 KaseHaapeM, 6e3
YCKJIQ/IHEHb. AJIEPTOIOTIYHUH Ta CIIAJIKOBUM aHAM-
He3 He 00TsiKeHuil. Y 3B’s13Ky 3 HasIBHICTIO MiKPO-
redatii Ta gucMophivHIX prc 00TMYYSg Ha MOMEHT
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HapoKeHHs! (TOXUIINI 100, BEeTNKI ByXa, KITIOBOIIO-
MiOHUI Hic), BicTaBaHHA Y (DI3MYHOMY PO3BUTKY /10
POKY /IiBUNHKY Y Billi 10 1 poKy IPOKOHCYJIBTYBaB
JiiKap-reHeTuk. Y AUTUHU AOCJTIUIN KapiOTHUII.
Bceranosuau xBopo0by Illepemnieschroro—Teprepa.

JliBuMHIIl IPOBE/IEHO TaKi 00CTEKEHHS.

CexBeHyBaHHS reHOMY (THUI MaTepialy: JeHKo-
AT KPOBi — aHami3 myTaiiii reia (NBN) 3a njo1o-
MOT'0OI0 TIOJTIJIAHITIOTOBOI PeaKilil Ta MoJiiaKpuIaMi/I-
HOTO Tesb-eJekTpodopesy). Myramiio 657 del5
(c.411_415del (p.Lys137fs) y reni NBN BusiBjieHO
B TOMO3UTOTHOMY cTaHi. [eHOTUII BiZIIOBi/IHO /10
HGVS: [¢.657 661 del ACAAA:[c.657 661 del
ACAAA]. BucHoBok: BusiBjieHa myTaitist 657del5
reia NBN y TOMO3UTOTHOMY CTaHi, 10 Bepudikye
niarao3 CHP.

ImynOrpama (MeTozoM MPOTOYHOI ITUTO(IyOMe-
Tpii — 7 MonyJIsIiitHUX K THH, iIMyHOT/I00y1iHN [gA,
IgM, 1gG, xommnementn C3 1 C4, IMpKyM0I04i iMyH-
Hi Komiutekcen ). Jleiikonntu — 200108 /11 (pedepent-
nuii intepsai — (4000—-10000)>x10° /1), mimcorrn —
45% (pedepenrnuii intepsanx — 19,0-37%),
JiMdoruTn — abeosrotHa Kisbkictb 90x10° /71 (pede-
peratuuit iatepsan — (760-3300)x106/1),
T-mimbonuru (CD3+, CD19-) — 17,2% (pedepenT-
uuii intepsan — 57,0-80%), T-nimborut (CD3+,
CD19-) — abcomoTHa KibKicTb — 15,48%109 /71 (pe-
dbepentuunii inteppan — (800-2100)x10°¢/x),
T-xennepu ( CD3+, CD4+, CDS8-) — 4,3% (pede-
peHTHU iHTepBaN — 24—47%), T-xenmepu (CD3+,
CD4+, CD8-) — abcommotHa KinbkicTsb — 3,87%106 /11
(pedepentruii inTepan — (400-900)x108/1),
T-cynpecopu (CD3+, CD4-, CD8+) — 8,3% (pede-
pentHuii intepsan — 19-47%), T-cynpecopu (CD3+,
CD4-, CD8+) — abcosotHa KisibKicTb — 7,47x10° /1
(pedepentnuii intepsan — (200-600)x108/1), imy-
HoperyasgtopHuil ingekc ((CD4+, CD8-)/(CD4-,
CD8+)) — 0,52 (pedepentnuii inTepBan — 0,95—
2,25), nurorokcuuni kiaitunu (CD3+, CD56+) —
3,2% (pedepenTruii intepBai — 3—8% ), IUTOTOKCHY-
i kaituau (CD3+, CD56+) — abcouiorHa
KibKicTh — 2,88%108 /1 (pedepeHTHUI iHTEpBAT —
(3-8)x108/11), marypasphi kisepu (CD3-, CD56+) —
63,4% (pedepenTruii inTepBas — 4—26% ), HaTypasib-
Hi kimepu (CD3-, CD56+) — abcoaoTHa
KisibKicTh — 57,06%10% /1 (pedepenthuii inTepBas —
(120-500)x108 /1), B-nimdormru (CD3-, CD19+) —
15% (pedepenrnuii intepsanr — 10-27%),
B-nrimdonuru (CD3-, CD19+) — abcomoTHa Kijib-
kictb — 13,5%10% /11 (pedbepenTtruii inrepBan — (150—
500)x108/1), monorutu/makpodaru (CD14+) —
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Puc. 1. Kapiorpama gutmHu I. Bikom 5 pokiB

1,9% (pedepentnuit intepBan — 6,0-13,0%),
monouuTi/Makpodaru (CD14+) — abcomoTHa Kijib-
kictp 1,71x108 /11 (pedbepenrnuii intepsan — (100—
400)x10°8/u1), 3araybHUIl JTEUKOIUTAPHUIN AHTUTEH
(CD45) — 98,9% (pedepenTnuii intepBan — 95—
100%), imynormnobymin A (IgA) — 0,76 v/a (pede-
penrTumii intepsas — 0,35-2,0 /1), iMyHOrI00 Y IiH
M (IgM) — 0,65 /1 (pebepenTthuii intepsan — 0,2—
2,0 v/n), imynornooyain G (IgG) — 5,94 r/n (pede-
pertHuil inTepsan — 4,2—12,5 v/n), C3 pparment
komiiementy — 0,91 r/n (pedepenTunii inteppas —
0,9-1,8 /), C4 bparment komrsiementy — 0,14 v/
(pedepentnuii intepsan — 0,1-0,4 /1), TUpKyJI010-
vi imynHi kommteken (11IK) kpymromonexyisgpHi —
3 onunuuti (pedepentautii inrepsan — 1,0—-20,0 onu-
nuii), HIK cepeqabomosniexysipui — 80 ogmuuib
(pedbepentnmii inTepsaa — 60,0—-90,0 ogunwi), [IIK
MIJIKOMOJIEKYJIAPHI — 162 onuauti (pedepeHTHII
inTepsan — 150,0—180,0 ogunmuiri).

Kapiorpama 1uTuHY 3 MOHOCOMIEIO 32 CTATEBOTO
X-XpOMOCOMOIO 3 HU3bKOIO MiTOTUYHOIO aKTUBHIC-
TI0, 45X [ 15]. XpomMocomHi MikpoanoMaJiii Ta H13b-
KOPiBHEBUI MO3ail[U3M He MOKYTh OyTH BUSBJIEHI
3a JIOTIOMOTOT0 3aCTOCOBAaHOTO MeToza (puc. 1).
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CLINICAL CASE

3a ganuMu J1abopaToOPHOTO JTOCIIKEHHST Ha MO-
MEHT TOCIiTati3allii B aHai3i KPoBi BUSABJIEHO TIO-
MipHUI JIEHKOIMTO3, 32 PAXyHOK 301/IbITEHHSI KiJb-
KOCTi NaJNYKOSAJAEPHUX I CETMEHTHOAEePHUX
HeUTpodiIiB, rireprpoMOOIINTO3, HAPOCTAHHS T10-
KazHuKa mBuAKocTi ociarns eputporuTis (LITOE):
remorsiobin — 133 r/m1, epurponutu — 4,63x10 /%1,
neiikoruT — 11,73x10 /%71, masmukosiiepHi HelTpo-
binmu — 5%, cermenTtosiziepui neiitpodinu — 80%,
mimborut — 8%, MOHOIIUTH — 7%, TPOMOOIIUTH —
523x10 /%1, IIOE — 15 mM/T01.

B anasnisi kposi B qunamiri (7-my 100y) BigsHa-
4eHO HapocTaHHd piBHA JelikonuTo3y Ta [TOE:
remorsiobin — 135 /7, epurponutu — 5,01x10 /%1,
neiikorutu — 23,1710 /%1, nanuukosigepui — 7%,
cermenTosinepHi — 80%, simborutn — 7%, MOHO-
nutu — 6%, rpombonuT — 285x10 /%1, IIOE —
35 MM /TO/I.

Ha 17-1y 106y niepeGyBanHst B cTalfioHapi oTpu-
MaHO TaKi pe3yJibTaTh KJIiHIYHOTO aHaJi3y KPOBi:
remorsio6in — 108 r/u1, epurporuru — 3,69x101 /1,
neiikonut — 144x10°/1, 6nactu — 46%, mienomnmu-
™ — 1%, MeTamiesonutu — 1%, majiudkosiiepHi —
7%, cermeHTOs1IepHi — 35%, eodunodiau — 1%, jaim-
dbountu — 7%, moouutu — 2%, TPOMOOIUTU —
171x10%/1, ITIOE — 43 mm/To1.

Y 3B’43Ky 3 HAPOCTAHHSAM PiBHS JEWKOIUTIB
i MosiBOI0 OJaCTHUX KJITHH 3a pe3yJbTaTaMu
MiIpaxyHKy (hOPMEHUX eJIeMeHTiB mepugepuaHoi
KPOBI IIPOBE/ICHO CTEPHAJIbHY ITYHKIIIO.

Mienozpama: epurpobaactu — 0,0%, ipoHOPMO-
6mactu — 0,2%, HopmoOmacTi 6azodisbHi — 0,6%, HOp-
MobJtacTu oJiixpomatodisibHi — 6,6%, HopMobacTi
okcudinphi — 0,4%. CyMma KJIiTUH epuTpoIoesy —
7,8%. Iunexc mo3pisants eputpokapionutis — 0,9%,
moHouutu — 1%, mimMborutn — 4%, MIa3MOIUTH —
0,0%, merakapiorutu — 9 Ha 10 10J1iB,/30pY, ETIOSIP-
HiCTDb penapaty BUcoka. [panysornuronoes: HeHTpo-
dinbui rpanyaonutu: npomienonutu — 0,8%,
Mienoruti — 2,8%, metamienonuTti — 1,6%, majandko-
sinepHi — 4,0%, cermenTosinepi — 8,8%. Eosunodib-
Hi rpaHyJsouTh — 2,4%, 6a30(hiIbHI TPaHyIONUTH —
0,0%. Cyma kaitTun rpanysoruronoesy — 20,4%.
Baractu — 66,8%. JleiikoepuTpobiacTudHe CIIiBBiHO-
nrennd — 11,8. Ingexc nospiBarns HerTpodiais — 0,4,
PETUKYJIyM — HasIBHUI. BUCHOBOK: rpaHyJIOIUTAPHUIA
MIAPOCTOK 3BYKEHUI1, ePUTPOIHUI TTAPOCTOK 3BY>Ke-
HUI, MerakapioluTapHuil TapocToK 30epeskeHmil. 3a
BHUCOKOI KiJTBKOCTI KJIITUHHUX €JIEMEHTIB y Ipernapa-
Tax KiCTKOBOT'O MO3KY BU3HAYAETHCS BUCOKUI BMIiCT
GmacTHUX KIiTHH — 66,8%. [parynorurapHuii ta epu-

164

TPOIJIHI TTAPOCTKY 3BY>KeHi. MerakapiorutapHuii nia-
pocTok 36epexeHwit. BiiHocHa KibKicTh O1acTHUX
kiitud — 46,0%. OTprMani 3MiHHU B KICTKOBOMY MO3KY
BiOBiat0Th rocTpiit iMobactHiil seiikemii, DAB
BapianT L2.

Humoximiune 00CHiONCEHHA KAIMUH KICMKOB0Z0
MO3KY: Mi€JIOIIePOKCH/Ia3a HeraTuBHa, peakilis Ha
TJIIKOTeH MO3UTHUBHA B IPiOHOTpaHyISIpHill (hopMmi.

Imynogenomunysanms Kiimum Kicmkogoz0 MO3KY
MeMoO0oM MYIMUNAPAMEMPOBOL NPOMOUHOL UUMO-
Mempii Ha anapami «Navios EX»: 3arajbHa KiJIbKiCTh
saapomicaux kiitun (TNC) — 320,62x10°/71. Imy-
Hodenorun GractHoi momyasnii: CD45 (+),
CD34 (-),CD14 (-),CD24 (-), CD56 (-), CD38 (+)
80%, CD58 (+) 97%, CD99 (+), HLA-DR (-),
ITdT (-), CD13 (-),CD33 (-), CD65 (-), CD117 (-),
CD15 (-),CD2 (-)18%, CD3 (+) 97%, CD7 (+) 98%,
CD3 (+) 83%, CD4 (+) 56%, CD8 (-), CD1a (-),
CD19 (-), CD10 (+) 68%, CD20 (-), CD22 (-), TCR
a/b (), TCRy/b (+) 82%,iCD3 (+) 94%.

BucHoBok: y ipenaparti KicTKOBOTO MO3KY BUSB-
JIEHO MOy iAo OacTHUX KiaiTuH (67%), iMyHO-
deHoTun sAKo0i BiinoBifa€e iMyHOMEHOTUITY
T-kuriturHOI ToCcTpOi TiMpodmacTHOI eiikemii. Oco-
6suBicTIO 11bOTO heHoTuiry € HasiBHicTE CD10 (+) —
8%, TCRy/b (+) — 82%.

FISH — docnidacenns xuimun Kicmxogozo Mo3Ky:
nuc ish (KMT2Ax2)[100] — He BusiBjieHo, nuc ish
(ABL, BCR)x2)[100] — ne BusBieHo, nuc ish
(PBX1x4, TCF3x2—-4)[5/100] — He BusiBJIeHO, NUC
ish (HLFx5-7, TCF 3x2-4))[5/100] — 1e BusiBJie-
HO.

Monexynsipmo-zenemuuiie 00CIIONCEHHSA KICMKOBO-
20 MO3KY 32 JIOTIOMOTOI0 METO/LY TI0JIiMEePa3HOl JIaH-
mforoBoi peakiiii (1IJIP) 3i 3B0poTHOIO TpaHCKPUTI-
I1i€10 3 JIeTeKIli€I0 B peasbHOMY Yaci: t (12;21)
(p13;822 )ETV6:RUNXI — He Busssiena, t (9;22)
(g34;g11) BCR::ABLI p190 — ne BusBiena, t (9;22)
(g34;g 11) BCR::ABLI p210 — e BusgBrena, t (1;19)
(g 23; p 13) TCF3::PBXI — He Busniena, del (1)
(p32) SIL::TALI — ne BusiBjieHa.

Humonoziune ocnioncenns cCnUHHOMO3K0E01
pidunu: y mpenapaTax 1uToOIeHTpoyraTy CrimHHO-
MO3KOBOI PiITHU Ha TJIi HEBEJIMKUX TOMIIIOK KITITUH
KpOBi 6J1aCTHI KJIITUHM HE BUSIBJICHO.

Bioximiune docuiocenns Kposi Ha MOMEHIM 20CNi-
manizayii: 3araabanii 6i0k kposi — 38,0 r/.1, Giri-
py6in 3araspHuil — 9,2 MKMOJIb/JI, IPSAMUIA —
0 mMxmonab/n, HenpaAMuUN — 9,2 MKMOJb/J,
asaninaminoTpancgepasa — 12,0 U/, acnaprarami-
HoTpaHcdepasa — 18,6 U/1, cevoBuna — 3,8 Mmoib /11,
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kpeaTuHid — 41,4 MmmoJib/71. EsnekTposiTi: Kamiit —
4,39 mmouib /a1, Hatpiit — 139,0 Mmoub /1, Xstopuan —
111,8 MMoOJTB /1.

Bioximiune docrioncenns kposi na 17-my doby ne-
pebysaniis 6 cmayionapi: 3araabHui 60K KPOBi —
51,5 v/, 6inipy6in 3araabHUi — 9,2 MKMOJIB /J1, TIPsi-
Muit — 0 MKMOJIB/J1, HeIpsAMUN — 9,2 MKMOJIB /I,
ananiHaminorpancgepasa — 14,8 U/l, Acnaprarami-
Horpancdepasza — 30,8 U /1, 36ibliieHHs PiBHS cevO-
BuHu 110 16,8 MMoJth /1, Kpeatunin — 59,6 MMOJIb /1.
EnexTponitu: xamiit — 4,4 MMOJIb/JI, HATPiA —
138,9 mmoutb /a1, x1opuau — 105,7 MMOJTB /1.

Koiniuawit ananis cevi B iuHamiti — 6e3 3MiH.

PHK sipycy 2enamumy Ci B — He BUSIBJIEHO.

Kpos na eusnauenns cuposamrosozo IgG — 2,7 t/n
(nopma: 5,04—14,64 r/mn) — gocizKeHHsT Ha MOMEHT
rocritasiszartii.

PHK na SARS-CoV-2 — neratuBauii (MeTo
[1JIP).

Yawmpaseyxose docnioxcenns enympiwinix opeamis
Ha momenm zocnimanidayii. Iledinka B po3mipax He
36inpmena, Kpall TocTpuii, oxHOpigHAa,
MIJTKO3€PHHCTA, €EXOTeHHICTh 3BUYaliHa, TapeHxiMa
He ymispHeHa. CyauaHa cuctemMa He 3MiHeHa.
[Tocunenns cyauaEOrO MasitoHKa. JKOBUYHUN MiXyp
HpaBUIbHOI (hOPMH, Y PO3Mipax He 30i/bIIeHMil,
CTiHKa He MOTOBINEHA, He YITiJIbHeHa, TOPOKHIHA
exoHeratuBHa. [TifmIyHKoBa 3a/103a He 36i/IbIIIeHa,
roaiBka — 11 MM, Ti10 — 10 MM, xBicT — 11,0 MM, 011-
HOpiJHa, MiJIKO3epHHUCTA, €XOTEHHICTh HeE
mizBumiena. Cesesinka He 30ijbleHa, po3MipaMu
68,0%30,0 MM, omHOpinHA. ITpaBa HUpKa po3MilieHa
TUII0BO, po3mipamu 68,0%28,0 MM, He 30isbIeHa,
napenxima — 11,0 MM, ofHOpiHA, €XOTEHHICTD He
i/IBUTIeHa, KOPKOBO-MeAyJIsipHa AudepenItialisa
306epeskeHa, JalkoBO-MUCKOBA CUCTEMA HE PO3IITH-
peHa, He fiepopmoBana. Mucka — 2,0 mm. JIiBa Hupka
po3miniena TumoBo, podmipamu 70,0%30,0 MM, He
30imbirena, mapeaxima — 12,0 MM, ogHOpigHAa,
€XOreHHiCTh He Ii/IBUIeHa, KOPKOBO-MEIYIsIPHA
nudepentriaist 30epeskeHa, YanKoBO-MIUCKOBA CUC-
TeMa He po3mupeHa, He neopmoBana. Mucka —
2,0 mm. CeuoBuii MiXyp HallIOBHEHUI 10CTAaTHBO,
MOPOKHUHA €XOHETaTUBHA, CTiHKA HEe PO3PUXJIEHA,
He TTOTOBIIleHa. BusBiiena BijibHa pifinHa HAJ[ CEYO-
BUM MiXypPOM.

Yiompaseykose docrioxcenns cepus na momenm
eocnimanizayii. Kinetnka xyiananis 3sudaitaa. JliBuii
NLIYHOYOK: KiHIeBUH giactoaidaunii poamip (K/[P) —
34,0 MM, kinnesuit cucromiuauii poamip (KCP) —
17,0 mm. CKOpOTIMBA 3MATHICTD: (DPaKITist BUKUITY —
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KAIHIYHUIM BUTTAAOK

83,0%. Aopra: miamerp Kopenst aoptu — 18,0 mm, Ao
(aoprampuuit otBip) — 3,3 mmHg, na Husxinnii
Ao — 5,1 mmHg. AopTasibHuii KJaran: TPUCTYIKO-
BUI, pO3KPUTTS He 3HKeHe, Ap4,0 mmHg, He miz-
BUINEHNUI, perypriTailis He BusHavaeTbcs. CTOB-
6yp — 14 mwm, siBa rigka — 7,0 MM, paBa TijJKa —
7,0 mm. JliBe Ta mpaBe miepenceps He PO3IIUPEHI.
[TpaBuii sIyHOUOK He po3iupeHuit. TpucTyakoBuit
KJIallaH — PO3KPUTTS He 3HUKEHe, PerypriTailist He
BU3HAYAETHCA. J[aHMX TPO KoapKTaIliio aopT HEMAE.
Kposortik y yepeBHiii aopTi mynbcytouwnit. [Tposaby-
BaHHSA MiTPaJbHOTO KJIanlaHa BificyTHe. Perypritairis
Ha MiTpaJIbHOMY KJIamiaHi BijicyTHs. BusHavaeTbcs
BiJIbHA Pi/inHa HA BEPXiBIli /10 6,5 MM, 10 3a/[Hiii CTiH-
ITi JTIBOTO MIJTYHOUKA — 8,2 MM, TI0 TTpaBiii CTiHII TTpa-
BOroO yHo4YKa — 8,0 MM.

Ywmpassyrose docnioncenns cepuys na 17-my dody
3axeoproganus. KineTnka KiananiB 3Buyaiina. -
nataitii moposkuuH Hemae. JIiBuii murynovyok: K/[P —
34,0 mm, KCP — 21,0 mm. CxopoTinBa 3/1aTHICTb:
dpaxiig Bukuny — 67,0%. Aopra: giameTp KopeHs
aoptrt — 19,0 MM, Ao 4,0 mmHg, na Au3xigHiin Ao —
7,1 mmHg. AoprasibHuii Kianan: TPUCTYJIKOBUA,
PO3KpUTTS He 3HIKeHe, Ap 3,2 mmHg, ne migBute-
HUU, perypritailist He BusHadaeTbesi. CToBOYp —
14 mwm, miBa rinka — 7,0 MM, mpasa risika — 7,0 M.
JliBe i mpaBe nepencepas He posmupeni. [Ipasuit
IIJIYHOUYOK He PO3MupeHuii. TpuctyakoBuil Kia-
MaH — PO3KPUTTS He 3HUKEHE, PerypriTailisi He BU-
3HavaeThcAa. KPOBOTIK y UepeBHiN a0PTi MyIbCy-
founii. [IposabyBaHHs MIiTPaJbHOTO KJallaHa
BijgicyTHE. Perypritanisg na MiTpajJbHOMY KJanaHi
BijicyTHs. Bu3dHauaeThCd HApOCTAaHHS PiBHA BITbHOI
pimHM B mepukap/ii: Ha Bepxisiii 10 18,0 MM, 10 3a-
JIHI CTIHIT JIiBOTO TITyHOUKa — 17,0 MM, 110 TIpaBiii
CTiHII TTpaBoro MTyHOUKa — 9,0 MM.

Penmzenoepagis opeanie zpyonoi kiimxu na mo-
MeHm zocnimanizayii: Ha PeHTreHoTpaMi OpraHiB
TPY/IHOI TOPOKHIUHYU — TOMOTeHHEe TOTaJTbHE 3aTeM-
HEHHS IIPaBoro JiereHeBoro 11oJs1. Opranu cepeioc-
TiHHS 3MiTeHi BiBo. KoHTYpH cepiieBoi TiHi cripaBa
1 TiHI MPaBOTO KyMoJry giacdhparMu He BU3HAYAIOTHCA.
BucHoBOK: 1BOGIYHA THEBMOHI, TIPaBOOIYHMIA Tijl-
poTopaxc (puc. 2).

Ha penmezenozpami na 17-my 0o6y nepebysanms
6 cmauionapi, 3po0JIeHiil y TOpU30HTATBHOMY ITOJI0-
JKeHHi, AnTHHa OyJIa Ha IITYYHiiT BEHTHJISAILI] JIereHb
(IIIBJT), micsist Hakiamanus Tpaxeoctomu. Ha pent-
reHorpaMi OpraHiB TPYAHOL KJIITKUA — PO3IIUPEHHS
cepeIoCTiHHS, TTepeBa’kKHO HUKHBOTO BiJILTY, ITepe-
KpuBae !/, IIPaBoro JIereHeBoro oI, 33 BUHATKOM
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Puc. 2. TomoreHHe ToTanbHe 3aTE€MHEHHS MpPaBoOro
nereHeBoro nons. OpraHn cepefocCTiHHSA 3MilleHi BNiBO.
KoHTypwn cepueBoOi TiHi cnpaBa i TiHi NpaBoro kynona
piadhparmMu He BU3HavatoTbCA. MeanyHMiA BUCHOBOK: ABOGIYHA
MHEBMOHIS, NpaBoBiYHNI rigpoTopakc. PeHTreHorpama B nps-
Mili | GOKOBIV NPOEKLAX OPraHiB rpyAHOI MOPOXHUHN

Puc. 3. Po3wmMpeHHA cepeaoCTiHHA, NepeBaXHO HUXHbOIo
BiAdiNy, nepekpuBae 1/2 NpaBoro fiereHeBoro noss, 3a Bu-
HATKOM BepXHbonatepasibHoro Biaainy, nHeBMaTn3aLis sKoro
npocTtexyeTbcd. CnpaBa nereHs BigHOCHO po3npaBieHa, MOX-
NMBO rinoBeHTUNALIA 6a3anbHO-MefianbHUX cerMeHTiB. MNHeB-
MaTM3aLis ereHi HepiBHOMIPHO 3HMXXEHaA. YLinbHeHa npu-
CTiHKOBAa NNeBpa, CMHYC 3aByanboBaHuii. KiHeub ApeHaxy
3HaxoauTbCsa y 2 Mixpebep’l. PeHTreHorpama Ha 17-1y o6y
nepebyBaHHA B CTalioHapi, ANTUHA 3HAXoAUTLCA Ha LLUBJI

BEPXHbOJIATEPATIBHOTO Bi/UI1TY, THEBMATU3alLisl SIKO-
ro mpoctexxyeTbes. CripaBa JiereHs BiZIHOCHO PO3-
MpaBJIeHa, MOXKJINBO TIHOBEHTHIISIIS Ga3aTbHO-Me-
nianbHUX cerMeHTiB. [THeBMaTusaiiga mereni
HEPIBHOMIPHO 3HMKeHA. YNIiJibHEHa TPUCTIHKOBA
1JieBpa, CUHYC 3aByasboBaHuii. KiHelp apeHaxy
3HaxoAUThCs y 2 Mikpebep'i (puc. 3).
Ycranosieno giaraos — «Cungapom Hefimeren-
cbKOTO po3puBy. T-kiiTHHHA TiMbobIacTHA JTeliKe-
mist, @AD BapianT L-2, rpy1ia BUCOKOTO PU3HKY 110
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8-i1 1061 (abcosoTHA KiIbKicTh OJ1acTiB Ha 8-My
o0y 1320), 1 roctpuii nepebir. /[Bobiuna Gakrepi-
aJIbHO-IECTPYKTUBHA THEBMOHi S, JIeTeHEeBO-TLIEeB-
pasbHa (hopma, yCKITa[HeHa, TBOOIYHIIN TOMHEBMO-
Topakc. bpouxomnieBpanrbua Hopuist. CHUHAPOM
[IlepemeBchkoro—Tepuepas.

Jlixysanmns roctporo JgimMbo6IaCTHOrO JTeHKO3Y
3Ti/THO 3 TPOTOKOJIOM (Haka3 MiHicTepcTBa OXOPOHU
3n0poB’st Ykpainu iz 23.05.2024 Ne 876 «Cranmap-
TH MeanuHOI ormomornu «locTpuii gimMmbobaacTHi
JIefiKo3 y fitelt”» ) (JTiIKyBaHHS B IEPIIOMY FOCTPOMY
nepiofii). /IlutTuna oTpuMaa MU TOPEAYKITIIO TTPeJi-
Hi30JI0HOM i3 po3paxyHKy 60 Mr/Kr/m100y IPOTATOM
10 1i6, anTubaxTepianbHy Tepariio (J1eBodIoKca-
I H, MEPOOOIII/I, aMiIlHJI, 3iIBOKC, KOJICTHH ), IIPOTH-
rpubKoBy Tepartito (amborin, PIIOKOHA30IT), CYIIPo-
BiJIHY Tepallilo aJonypiHOJ, napeHTepajbHe
XapuyyBaHHSI — aMiHOBeH-1H(MAHT, 0J1iMeJTh, penapa-
TH KpoBi (anbOyMiH, TpaHcdy3ito epUTPOIUTIB,
TPOMOOKOHIIEHTPATY, TIJIa3MH CBiK03aMOPOKEHOI,
iMmyHoro0yiny BioBeH-MOHO 3 pO3paxyHKY
0,4 r/xr 5 1i6 miapsia i3 3-1 1061 3 MOMEHTY TOCTTiTa-
Jizaittii, moTiM o/iHOpa3oBe BBe/ieHHd 0,8 /KT yepes
3 tuskHi), 6icentosr 20 Mr /KT IIOEHHO.

Ha 8-my mo0y BBemeHo ximiompemapatu
(Binkpuctun — 1,5 Mr/m?, fokcopyobinus — 30 mr/m?
BHYTpPinrHboBeHHO). CTaH JUTUHU 3a/uIiaBcst 6e3
MO3UTUBHOI JAMHAMIKU, HAapOCTaJu O3HAKH
AUXaJbHOI HEZOCTATHOCTI 3a PaxyHOK
nporpecyBanHs npoiecy B jgerensax. Hapocramna
ceplieBO-CyJIMHHA HEAOCTaTHICTh (Taxikapuis
MTOCTIMHA, TOPYIIEHHST MIKPOIUPKYJIAILi, Ta/[iHHS
catypallii KCHIO Ta apTepiaJbHOTO TUCKY, TOPYIITeH-
Hs cBijgomocTi). Tepartrito 3a MPOTOKOJIOM rOCTPOTO
JIeKOo3y Mpu3ynuHeHo 3 11-1 1061 MPOTOKOIBHOTO
JIKYBaHHsI TOCTPOI JieiikeMil. 36epiranacst motpeba
B IIIBJI i3 XOpCcTKUMU pekuMaMu, Y TPUBAJIl
aKTUBHIN acmipallii pifiluHu i3 MpaBoi MJIeBpaJIbHOI
MopoKHUHU (OPOHXOTLIEBPATIbHA HOPHUILS BEJTUKA
1 JIOBro He 3aKpuBaJacs ), 3HauHi BU/IIJIEHHS eKCy/1a-
Ty 3 000X IPEHOBAHUX TTIOPOKHIH, [0 TPU3BOIUIIO
110 3HAYHUX BTPAT O1/1Ka KPOBI Ta SIBUII HAOPSIKOBO-
ro cuHpomy. HakonmyeHHst piAMHU B IepUKap/Ii
OTHOYACHO 3 MeTAOOIYHUMU TTOPYIIEHHIMHE -
TPUMYBAJO CTaH CepIeBOl HEJOCTATHOCTI, TOMY
MPOTSTOM TPUBAJOTO Yacy ANUTUHA OTPUMYBAJA
iHdy3ito HOpajapeHaNiHy, cliocTepiramxocs
HOPYIIEHH CBiIOMOCTI 3 epiogamu 30ymkenHs. 1le
noTpebyBasio MPOBeeHHs ceallii 3 MOCTIHO
indysieo TtiomenTtasy HaTpio. O3HakKu
IUPKYJISATOPHOI HepocTaTHOCTI (aprepiaibHa
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rimoTeHsist, Taxikapist) moTpedyBasi MOCTIHOT
indysii HopanpeHasiny. BusBieHo sMeHIIeHHS
niypesy 3 12-i 1o6u IPOTOKOIBHOTO JIKYBAHHST /10
noBHoI anypii. Ha 13-Ty 100y Binbyacst 3ynuHKa
KpoBooOiry. KorcratoBano 6i0J10riuHy cMepTb.

OO6roBopeHHs

Cunnpom HeliMereHCcbKOTO PO3PUBY € AyTOCOM-
HO-PEeIMCUBHOIO ATOJIOTI€I0, SIKa HAJIEKUTD /10 TPY-
1 CHHPOMIB XPOMOCOMHOI HeCTabiIbHOCTI, 10 TIPH
HapPO/[KEHHI IPOSABIISEThCS Mikpoledaiero 6e3 He-
BPOJIOTIYHOT CUMIITOMATUKU. [HII KIIiHIYHI IPOsIBU
CTaOTh OLIBII TOMITHIUMHU 3 BIKOM 1 BKJIFOYAiOTh 3a-
TPUMKY (Di3UYHOTO Ta CTATEBOIO PO3BUTKY, KOMOIHO-
BaHWI IMyHOIEDITINT, a TAKOK TiABUTIIEHIH PU3UK
BUHMKHEHHS 3JI0SIKICHUX HOBOYTBOpeHb. Y HaBele-
HOMY KJIIHIYHOMY BUTIQJIKYy BUSBJIEHO TTOETHAHHSI
XPOMOCOMHOI TTAaTOJIOTi1, B OCHOBI SIKOI JIE?KUTH 3M€EH-
IMeHHS KiJIbKOCTI XpoMocoM (aHeyIIoigisa 3a
X-xpomocoMoio) — cuHapoM [lepermeBchkoro—Tep-
Hepa 3 1aToJIOrEI0 XPOMOCOMHOI HecTabiIbHOCTI
3 TeHHUMU MyTallismu B redi NBN, po3raioBaHoMYy
Ha JIoBromy 1iedi 8 xpomocomu 21 siokyci. Bapia-
GenbHiCTb 1Ti€l MyTaltii 657del15, BusiBsieHoi y HaBe-
JIEHOI IMTUHM, € HalTiotmupeHnito. JIikyBanHS 3J10-
SAKICHUX HOBOYTBOpeHb 1pu cynytubomy CHP
nepebayac 3acTOCyBaHHS BCTAHOBJIEHUX TPOTOKO-
JIiB i Ma€ 1eBHi 0COBIMBOCTI.

Ha croroani B Yxpaini icHye mporpaMa HeOHa-
TaJIbHOTO CKPUHIHTY HOBOHAPO/IKEHUX Ha ITPeIMET
Bpo/KeHNX iMyHozedinuTi. KoHcyspraitii i pexo-
MeHJIAllil JiKapsg-reHeTUKa MeJIMKO-TeHETUUYHOTO
LEHTPY BiirpaloTh 3HAYHY POJIb Y HaJaHHi 6aThKaM
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