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Cnrapom HemereHncobkoro po3puey (CHP) — ue piakicHe 3axBOPOBaHHA 3 ayTOCOMHO-PELLECUBHIM TUNOM YCHaAKyBaHHA, L0 HANEXUTb A0
rpynv po3naais, gki 4acTo Ha3MBAIOTb CUHAPOMAaMK XPOMOCOMHOI HeCTabinbHOCTI. KNiHIYHO XapakTepuayeTbCa AMCMOPPIHHMI 3MiHaMK 06-
INYYS HA MOMEHT HAPOMXEHHA 63 HEBPONOTIHHUX MPOSABIB. IHLLI BAXXMBI KAiHIYHI 03HAKK, BinbLI NOMITHI 3 BIKOM, BKJIIOHAIOTb NErKY 3aTPUMKY
POCTY, NepeaYacHy HefoCTaTHICTb AEHHNKIB, CXMNBHICTb 40 PELMANBHNX iIHDEKLIV PI3HX OPraHiB i AyXe BUCOKMUIA PU3KMK PO3BUTKY 310SKICHMX
HOBOYTBOPEHb Y PaHHBOMY BiLli, HAYaCTILLEe reMaToNornyHOro NOXOMXKEHHS. B OCHOBI 3aXBOPIOBaHHA € KOMOIHOBaHWI iIMyHOAEDILAT K KNITUHHOI,
TaK i ryMopansbHOI BIANOBIA.

Merta — 03HaNOMNTY NPEKTUKYIOUMX NIKapiB 3 0OCOOIMBOCTAMMN KNIHIYRVX NposBiB | nepebiry CHP y AnTuHu.

KniHivHuin BUNnapok. OnvcaHo i HaBeaeHo 0CcoOMBOCTI KNiHIYHOro nepediry CHP. BUCBITIEHO OCHOBHY AlarHOCTUYRY LIHHICTb CKapr, aHamHesy,
LOVHAMIKY KNIHIYHUX NPOSABIB, Na00PATOPHIX Ta IHCTPYMEHTaNbRIX METOAIB AOCNIAXEHb, CEKBEHYBaHHS reHOMY Ha niaTBepaxeHHa CHP, nocnioxen-
HA KICTKOBOTO MO3KY ANA NIATBEPIXKEHHSA T-KNITUHHOIO NENKO3Y, METOAY KapioTUMyBaHHA, CEKBEHYBAHHA reHOMY, LLIO BIANOBIAAE BUABNEHIV My-
Tauii 657del5 reHa NBN y roMO3MroTHOMY CTaHi.

BucHoBku. C1HAPOM HeliMereHCbkoro po3prey € NaTONOrIED, AKa YCNaaKOBYETCH 3@ ayTOCOMHO-PELIECVIBHVIM TUMOM | HaNeXnTb A0 rPynu
CVHAPOMIB XPOMOCOMHOK HECTa0INbHOCTI 3 FeHHUMU NepebyaoBamn. HaasHICTb v Aitelt i3 CHP koMGIHOBaHOr o iMyHOAEMILMTY € OCHOBOO NiABM-
LLIEHOrO PU3MKY BUHUKHEHHA 3N10AKICHX HOBOYTBOPEHS.

JlocnipkeHHA BUKOHAHO BiAMNOBIAHO A0 NPUHLUMNIB [ ebCIHCLKOT AeknapaLlil. Ha npoBeaeHH: 4OCIAXEHb OTPUMAHO IH(DOPMOBAHY 3rody 0aTbKis
OUTUHM.

ABTOPU 3a9BNSI0Tb NPO BIACYTHICTL KOHMAIKTY iIHTEpeCiB.

Knto4oBi cnoBsa: 11iT11, KOMOIHOBaHMI IMyHOAEMILNT, CUHAPOM HeliMereHCbkoro posprgy.
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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

110 pelnANBHUX iHGEKIIi# Pi3HUX OPTaHiB i cucTeM,

nujapom HeliMereHcbKOro po3puBy

(CHP) — 3axBOproBaHHsI, K€ YCHAJAKOBY-

€TBCS 32 AYyTOCOMHO-PEIECUBHUM TUIIOM
1 HAJIEKUTD JI0 TPYIIU PO3JIAJIIB, 1[0 HA3UBAIOTHCS CUH-
JIpOMaMu XPOMOCOMHOI HecTabisbHoCTi. [Tepmmmu
O3HaKaM1 XBOPOOU B HOBOHAPOJFKEHOTO € MiKpoteda-
JIist, SIKa CyTIPOBOIKYE€THCST IMCMOPMIYHUME 3MiHAMI
064y i TiI0Oy 0B AUTUHYU Oe3 HEBPOJIOTTYHUX
MPOSIBiB. 3 BIKOM CTAlOTh MOMITHUMH iHIII BasKJTUBI
KJTIHIYHI 03HAKU: JIeTKA 3aTPUMKA POCTY, CXUJIbHICTh
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nepe/yacHa HeloCTaTHICTb SIEYHUKIB, JyKe BUCOKUI
PH3UK PO3BUTKY 3JIOSTKICHUX 3aXBOPIOBAHb reMaToJI0-
TiYHOTO TIOXOJIKEHHS B paHHbOMY Billi [ 15]. KombiHo-
BaHMI iMyHOIePITIUT K KIITUHHOI, TaK i TyMOpPaIbHOI
JIAHKW IMYHITETY € OCHOBHOIO O3HAKOI0 XBOPOOU.

Y cBiti piBens nmommupenocti CHP orninoioTs
B 1:100 000 sxuBonapomkennx. Ocobmmso CHP mo-
mmpennit y Cxizgniit €Bporri 3 yactoToio 70 1:155 y
NesTKUX oty isdisax. [TomupeHicTb 11bOT0 CHHAPOMY
B Ykpaini ctranoButsh 1,3 va 1 000 000 nacesnenns,
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Haiib1JIbIlIa YaCTOTA CIIOCTEPITAETHCS Y 3aXiHUX 00-
nacrsax Yrpaiau (10 20 sumazakis #a 1 000 000 ocib).
Y CIHIA nOCisgsMu MaTOTEHHOTO BapiaHTa TeHa
c.657_661del5 € marientu cxigHOEBPOIENHCHKOTO
CJIOB’STHCBKOTO TTOXO/I>KeHHs [2,13].

Jluist i€l xBopoOH XapakTepHa XpOMOCOMHA HeCTa-
GLTbHICTD 3 0COOIMBUMY TIEpeOyI0BaMU TIeprepd-
HuX T-1iMpOoIUTIB y BUTIIS/II iHBEPCIif | TpaHCIOKAITiT
i3 3aUIy4eHHSIM XpOMOCOM 7 1 14, a TaKOXK Yy TIUBICTD
KJITUH JI0 10HI3yI0U0TO BUIPOMIHIOBaHHS i1 vitro. Bu-
SIBJICHHS MyTalliil B 060X aJiesistx reHa (hibpuHy -
TBEP/UKYE HASIBHICTD Y IMTUHU TAKOTO CUHAPOMY [7].

Cunznpom HelimerencbKoTo po3puBYy ClIpUUMHE-
wuii mytaiismu B reHi NBN (NBS1 — Nijmegene
Breakage Syndrome), posramosanomy B 8q21
(moBromy mnedi 8 xpomocomu 21 jiokyci). Busiie-
HO, 110 TPOAYKT reHa NBN, HiOpWH, B3aEMOJII€ PH-
HaiiMHi 3 1BoMa iHmMu Gikamu hMre11 i Rad50.
Haiinmomupenima geneniss ¢.657 661del5, p.
Lys219Asnfs ypaxye npu6ausuo 90% ycix naiieH-
tiB i3 CHP. I1a neeris i GibImicTs iHITNUX BapiaH-
TiB IPU3BOJSATH /10 CUHTE3Y YaCTKOBO (hYyHKILiO-
HaJIbHUX OLJIKIB.

Haitmomupenima feseiist 3 BTpato QpyHKIIii
reHa ¢.657 _661del5 nos’s3ana 3 KJIacUIHUM TIPO-
sBoM CHP, Tozi sk pizikicHa MicceHC-MyTallisl TeHa
c.643C>T (p.Arg215Trp) criocrepiraerbest B rete-
posurotHux martienTis (¢.657_661del5/c.643C>T),
a B TOMO3HUTOTHUX HOCiiB — BapiaHTU TeHiB:
c.741_742dupGG, p.Glu248GlyfsTer5, ¢.330T>G
(p.Tyr110Ter) i c.1125G>A (p.Trp375Ter) [12,16].

Hi6puH Bigirpae KI040BYy poJjib y PeryJisilii ak-
TuBHOCTI OisikoBOro Komiiekcy MRN (Mrel1-
Rad50-NBN complex), sikuii 6epe y4yactp y KiHiie-
BOMY 00pob6iieHHi gk (izionoriuHux, Tak
i MyTareHHUX JBoJIaHIIoroBuX po3pusiB JJHK
(DSB) (Double-Strand Breaks). THK (DSB) Bu-
HUKAIOTD K IPOMIXKHI JTaHKHU y (Pi310I0TTYHUX O/~
X, Takux sk pexkombinauis V(D)J (Variable
Diversity Joining — Bapiabe/bHO-IUBEPCUTEHTHO-
CIIOJTyYHa peKoMOIHaIlisl) T1i/] Yac PAaHHbOTO PO3BH-
TKy B- i T-k7iTuH i nepeMukanus kiacy iMyHOIJI0-
OyJiiHiB y 3pisux B-kiIiTHHAX, sIKi TeHEPYIOTHCS
MyTareHHUMM areHTaMu, TAKUMU 5K 10Hi3yioue BU-
MIPOMiIHIOBAHHS i XiMiUHI peqoBWHM [ 6].

JIHK (DSB) € naiicepito3HimuM MOIIKOKEHHIM
JIHK, stxe Ipu3BOAUTH 10 TEHOMHOI HeCcTab1IbHOCTI,
y T.4. TIepeby10Br XPOMOCOM 200 FeHHUX MY Talliil.
Hi6puu Bigirpae BUpiliagbHy poJib y peKoMOiHaIil
KJIACiB IMyHOTJIOOYJTiHIB 1 T ATPUMaHHI IiJTICHOCTI
XPOMOCOMHOI ctabibrocTi [17].
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KAIHIYHMI BUTTAAOK

OCKiJIbKY T1i KJTIOYOBI PeTyJISTOPHI TIPOIIECH € Jie-
exTHMY B KiriTuHax namiedTiB i3 CHP, To BHaci-
JIOK XPOMOCOMHUX abepalliii BUHIKa€E iMyHOAePiluT
i rOHa/HA HEIOCTATHICTb.

Oco6auBO BaKJAUBUM OYJIO BIIKPUTTSI T[0/10
(byHKITIOHATTBHOTO 3B’43KY Mi’K CHCTEMOIO TeHiB, SIKi
BiiIrpafOTh BAXKJIWBY POJIb Y BiJIHOBJIEHHI TTOTITKO-
mxenpb JIHK, perymoBanni KiaiTuHHOI postidepartii,
aroNTO3Y Ta MiATPUMaHHI ii TeJIoMepHOi (PyHKITI1.
[ledexTu B 11iii cuctemi reHis, 1mo koayioTh 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
1HIII, 1110 MOKYTh BUKJIMKATU OHKOJIOTIYHE 3aXBOPIO-
BaHH [4,11].

Cepen KOTOPTHUX TOCTiIZKEHD BUSBJIEHO, TI10 JIiM-
(hoimHi 37105KICHI TyXJIMHU TTePEeBAXKAIOTH Y JIiTEH.
Hattuacrimme giarHocTyioThest AUMY3HI BETUKOKIII-
tuHHI B-xaituani simpomu (DLBCL) i T-kiritnaHA
simdobiacTHa neiikemist /mimMmboma, y T.4. mepude-
puuni T-kuiTraHI TiMbomu. Y miTeil 3piaka BUSBIIS-
10Th TiMpomy bepkiTTa. Takosk MOKIUBUHN PO3BUTOK
y TAIIEHTIB iHIIOT 3JI0SKICHOT Ty XJIMHY (COJIi/THI TTyX-
JIMHH, y T.4. pabaomiocapkoma) [10,14,18].

i peayabraTul cBiT4aTh PO PI3HOMAHITHICTH Me-
XaHi3MiB TIEPBUHHOTO iIMYHOIe(DIIIATY Ta TPAMUX
JiMmpoingaux crenudivnux nedekTiB penaparii
JITHK. HeedexTuHa eiMiHaIlis TOMIKOKEHTX KJTi-
TiH y naiienTis i3 CHP i Te, mo uibpus 6epe y4acTb
y pexombOinartii nepemukans kiaacis (CSR) i muisxy
pemnapariii J/IHK ansrepraTuBHOTO 3’ € THAHHS KiHITIB
(alt-EJ), cupusitors cuenudiyniii 4yTauBoCTi
B-kJiiTuH 10 reHOMHOI HecTabiIbHOCTI [ 5].

Xapaktepaum cumnromom CHP € porpecyroua
Mikpotiedalris, SKa CIIOCTEePITaEThCS Bijl HAPOKEeH-
H#, 1 TUTIOBI BiZIMiHHI YepeITHO-TUIeBI 0COOIMBOCTI.
Jlrcmopdiuni pricu 06MyYst IysKe CXO0KI cepell yeix
NAIiEHTIB i CTAIOTH O1/1bII OYeBUAHUMU 3 BikoM. Co-
MaTUYHUH PO3BUTOK 3aTPUMYEThCS (Maca Tijia npu
HAPOJIZKEHHI, IOBKUHA 1 OKPYKHICTb TOJIOBU 3a3BU-
Yall HUXKYa 32 HOPMY ). Y HEMOBJIST CIIOCTEPITAETHCS
3aTPUMKa POCTY /10 2—3 POKIB. ¥ /1iBYUATOK BiJICYTHil
myOepTaTHU ePiojl i HeJOCTaTHI PO3BUTOK BTO-
PUHHUX CTaTeBUX O3HAK Yyepe3 FTOPMOHAJIbHY HeJl0-
CTaTHICTH I€YHNKIB. CTaTeBe 03piBaHHS Y XJIOMIH-
KiB TIOYMHAETHCSI CIIOHTAHHO 1 TIepebira€ HOPMAJIbHO.
Takox TpansgoThCss BPOJXKEeHI aHOMaJii ceuoBU-
NisibHOT cucteMu. AK iMmyHO1edIIUT, TaK i XPOMO-
COMHA HeCTabiIbHICTh MOKYTh CIIPUYMHATH PO3BH-
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Tok y naiienTiB i3 CHP myxaun y panubomy Billi.
Yacrinre oHKOJIOTiIUHI 3aXBOPIOBAHHS BUHUKAIOTH
y 40% narmientis i3 CHP no 20 pokis [9].

PecmiparopHi iH(ekIii MaloTh Micite B GiJIbIITOCTI
mireit i3 CHP. IToBropHi nmHeBMOHIi Ta GPOHXITH MO-
JKYTb MPU3BECTHU 0 OPOHXOEKTaTUIHOI XBOPOOU
3 BUPQKEHUMU MTPOSTBAMHU [TUXATBHOI HEZIOCTATHOCTI.
Y niteii i3 CHP cnioctepiraiorbest MeHninroenieda-
JITH, CHHYCUTH, OTUTH, & TAKOK TIIJTYHKOBO-KHUIITKO-
Bi iH(eKIIii Ta iHGEKITIT CEUOBUBIIHUX MIJISAXIB, 3PijI-
Ka OMOPTYHICTUYHI iH(DEKIT1.

Husbkuii pisens [gA, IgG i/a6o IgG2 y cuposariii
KPOBI, JliM(hoTIeHis, CIIOHTAHHI Ta IHYKOBaHi pEHTTeE-
HiBCbKUMHW ITPOMEHSIMU XPOMOCOMHI PO3PUBH ITi/I-
TBEP/UKYIOTH /liarHO3. XapaKTepHUil iMyHOAeDilinT
nepeabauae geiluT CUPOBATKOBUX IMyHOTJIO0YIi-
HiB, HaityacTimuMm i3 sskux € [gG (62%), a ToTiM HU3b-
Ki ab0 HeBu3HaueHi pisai IgA (57%). HaBnaxu, KOH-
nentpaitii [gM nopmasbii y 61% i mizsuiieni y 14%
namnientis [3]. Hedinut miakmracis IgG (ocobamso
[gG2) moxke MacKkyBaTHCS B MAIIEHTIB i3 HOPMAJIb-
HOIO KOHIIeHTpalti€to 3araabHoro IgG. Cyobmomy i
JM@OIUTIB IEMOHCTPYIOTh 3HMKEHHS aOCOIIOTHO]
Kizbkocti 3aranbHux Kiaacrepis CD3 + (Cluster of
differentiation 3) T-kuitusn i kaacrepis CD4 +
(Cluster of differentiation 4 ) T-xitun y Ginbimocti
namienris. Knacrepu CD4 + CD45RA + (Cluster of
differentiation 45RA) T-xuiTiHu Maitke BiacyTHI,
criocrepiraerbest ranboke sumxkeHHss off CD8 +
(Cluster of differentiation 8) T-kiTun, aje 10 Tpupa-
308010 30isbinents Y6 CD8 + T-kitun. KinbkicTs
HPUPOAHUX KJIITUH-KLJIEPiB € HOPMaJIbHOIO B OiJib-
mocTi marienTiB [8]. AGcosoTHa KiTbKiCTh KTacTepiB
CD19 + CD20 + B-kuritiH 3HIKeHa B GiIbIITOCTI 1a-
mienris. Iluroreneryni abepaii npucythi B 10-45%
Metadas T-KiIiTHH, KyJIbTUBOBAaHUX Ha (hiTOreMaryo-
tunini (PHI'A), y namientis i3 CHP. Bisbricts niepe-
6y10B BiZIOYBAETHCS MEPEBAKHO MK XPOMOCOMAaMMU
7114 i 3a3BUYail € iHBEPCIIMHU 1 TPAHCJIOKAIISIMU
3 TOYKaMU PO3PUBY B MICITi FeHiB IMyHOTI00Y TiHY 200
penenitopiB T-kmitus [1].

3ario3puTH TSLKKUH KoMOiHOBaHUH iMyHOIe(DI-
AT y HOBOHAPO/KEHUX JIITel MOKHA 32 JIOTIOMOTOI0
HEOHATAJIbHOTO CKpUHIHTY. [[a1lieHTH 3 TIKKUM KOM-
6inoBaHnM iMyHOeDIIUTOM He MAIOTh 30BCiM a00
MalOTh 3HUKEHY KiJIbKiCTh T-KJIITHH i 3HMzKeH] ab0
HedyHkIioHaabhi B-kaitunu, noxiono xo CHP, sxi
MO’KHA BUSIBUTH 32 JIOIIOMOTOIO TECTY CyXOi KPOBI.

Brmus pizHux Kateropiii 3aXxBopioBaHb HA PU3UK
BUHUKHEHHS OHKOJIOTIYHOI MATOJIOTii JIEXKUTh
B OCHOBI Takoro kiiHiunoro Bunajiky. CHP € pinkic-
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HUM ayTOCOMHO-PETIECUBHUM PO3JIaJIOM XPOMOCOM-
HOI HecTabiIbHOCTI 3 TIOJMIMOPMHICTIO KIIHIYHUX
MaHidecTartii.

Mema nociaKeHHS — 03HAMOMUTU TPAKTUKYTO-
YUX JIIKapiB 3 0COOJMBOCTIAMM KITHIYHUX IPOSIBIB
i nepe6iry CHP y aurusm.

JlocaipkeHHa BAKOHAHO Bi/IIOBIZIHO /10 TPUHIIUTIIB
Tesncinenkoi gexmapairii. Ha mpoBeieHHs g0CTiKeHb
OTPUMAHO iH(GOPMOBAHY 3rojty OaTbKiB TUTHHI.

Kainiunwuii BUna1ox

Xeopa I., BikoM 5 POKiB, rocritajaizoBaHa 3a yp-
reHTHUMM [OKa3aHHAMU 10 iH(peKiiHOo-00KCcoBa-
HOTO BiJITiJIEHH 31 CKapramMu Ha MOCTIMHUN CyXui
KallleJib, 3aJAUIIKY, iIBUIIEHHS TeMIlepaTypu Tija
110 heOpuIbHUX 1UDP MPOTATOM OCTaHHIX 8 1110, TTe-
pioauyHuiA 6iJIb y JKUBOTI, HAPOCTAIOUy BTPATy Baru,
3HIKEHHS aneTuTy. BizoMo, 110 3aXBOpIOBaHHS PO3-
TI0YAJIOCST 3 TIOSIBU KaTapabHUX SIBUTIL i GOJIIO B TOP-
i mijr wac koBrauus. [Iporsirom 2 n1i6 3’siBuBCs Cy-
XUW KallleJib, TeMIepaTypa Tijia HapocTaJa /10
bebprbhux nudp. ntrHa gikyBasach aMmOyraTop-
HO, OTpUMYyBaJia HypodeH y pasi MmiIBUIeHHS TeM-
niepaTypu 10 hebpusbiux mudp. Ctan AUTHHU B TU-
HaMiIli TOTipuIyBaBcs, 3’ ABUJAcsd 3aJUINKa 3a
Y4acTIO IOTTOMIKHOI MYyCKYJIaTypH, OiJib ¥ KUBOTI,
nepioarute 6oBaHHs. JIuTHHA BiAMOBIIsiIacs Bij
ixi. Ha 6-Ty 100y B Hel fiarHOCTYBaJIM alleTOHeMiu-
Huil cunapoM. Ha 7-my 106y 3aXBOpIOBaHHSI MaTh
3 IUTUHOIO 3BEPHYJIACS 110 MEJANYHY OTIOMOTY 3a
MiCIIeM MTPOKUBAHHS JI0 ciMelHOTO Jikaps. /liBunH-
111 TTPOBEJIA PEHTTeHOJIOTIUHE J0Ci/IKeHHS OpPTaHiB
IPY/HOIL KJIITKH, Yy 3B’43KY 31 3MiHaAMU B JIeTeHAX
i TSDKKICTIO CTaHy IUTHHY TIEPEBEJI 10 00JIaCHOT I1-
TSY01 JIiKapHI.

3 aHaMHe3Yy JKUTT$ BiJIOMO, 1110 IMTUHA HApOAMJIa-
c4 Biza | moHOIIIEHOT BariTHOCTI 13 3arpo3010 nepepu-
BaHHs B TepMiHi 18—20 tmxHiB. Maca nutnau Ha
MOMEHT Hapo;keHHs ctaHoBuya 3100 r, 3picT —
53 cM, auTrHa OyJia Ha MTYYHOMY BUTO0OBYBaHHI
3 3-MicsauHOTO BiKy. Matu 111 9ac BariTHOCTI Mpaitio-
BaJjia IleKapeM, IiHiMajia BaxKKi npeaMer, 6aTbKo
JUTWHY CTapIIMi 32 MaTip Ha 25 POKIB i Ma€ MIKij-
JIUBI 3BUYKHU, 30KPEMa, TIOTIOHOBY 1 aJIKOTOJIbHY 3a-
JIEKHICTb.

J/lutuna yacto XBopisa Ha BipycHi iHdeKIIii, SKi
CYTIPOBO/IKYBAJIACS alleTOHEMIYHUM CHHAPOMOM.
[MlemneHHs poBeAeHi 3TiiHO 3 KajeHgapeM, 6e3
YCKJIQJIHEHb. AJIeproIoTiyHmiA Ta CIIA/IKOBUI aHaM-
He3 He 00TsiKeHU. Y 3B’s13Ky 3 HAasIBHICTIO MiKPO-
tedautii Ta ueMopdivHUX puc 06 1MUYt HA MOMEHT
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HapoKeHHs (IOXUINI 100, BEJINKI ByXa, KIIOBOIIO-
MiOHUI Hic), BiCTaBaHHS Y (Di3MIHOMY PO3BUTKY JI0
POKY JIIBYMHKY ¥ Bitli 10 1 POKY MPOKOHCYTBTYBaB
JiKap-TeHeTuK. Y NUTUHU JOCHIININ KapiOTHUII.
Beranosuiu xBopoby Ilepemmescbroro—Tephepa.

JliBY4UHII TPOBEIEHO TaKi 0OCTEKEHHSI.

CexBeHyBaHHS reHOMY (TUII MaTepiay: JeHKo-
IIUTH KPOBi — aHasi3 myTaiiiii rera (NBN) 3a norio-
MOTOI0 MOJTIJTAHITIOTOBOI PEAKIIil Ta MoJiakpuiIamij-
HOTO rejib-esiekTpodopesy). Myramio 657 del5
(c.411_415del (p.Lys137fs) y rexi NBN BusiBJIeHO
B TOMO3UTOTHOMY cTaHi. [eHoTHUTI BiATIOBIHO 10
HGVS: [¢.657 661 del ACAAA:[c.657 661 del
ACAAA]. BucnoBok: BusiBiiena myTaitist 657deld
reHa NBN y roMO3UTOTHOMY CTaHi, 110 BepUdiKye
miarno3 CHP.

ImyHoTpama (MeTO10M TTPOTOYHOI ITUTODITyOME-
Tpii — 7 MOMyIAIIHIX K THH, iMyHOTI00Y TiHE IgA,
IgM, IgG, kommnementu C3 1 C4, nupkyJnooui iMyH-
Hi komiiekcn ). Jleiikormt — 200x108 /1 (pedepent-
auii intepsas — (4000—-10000)x10° /), mimdorurn —
45% (pedepenrtnnii intepsan — 19,0-37%),
nmiMdonuTn — abecomorHa Kijbkictb 90106 /71 (pede-
peutHuit intepsan — (760-3300)x106/1),
T-nimbormru (CD3+, CD19-) — 17,2% (pedepenT-
Huii intepsan — 57,0-80%), T-nimdonur (CD3+,
CD19-) — abcosrotHa KisibkicTh — 15,48%10° /71 (pe-
dbepentnuii intepsan — (800—-2100)x106/m),
T-xennepu ( CD3+, CD4+, CDS8-) — 4,3% (pede-
penTHui intepBas — 24—47%), T-xennepu (CD3+,
CD4+, CDS8-) — abcoJrotHa KijibKicTb — 3,87x10° /71
(pedepentuuii intepaa — (400-900)x10%/x),
T-cynpecopu (CD3+, CD4-, CD8+) — 8,3% (pede-
pertHuii intepsan — 19-47%), T-cynpecopu (CD3+,
CD4-, CD8+) — abcooTHa KisibKicTh — 7,47%108 /71
(pedepentruii intepsan — (200—600)x106 /1), imy-
Hoperyasatopauii ingekc ((CD4+, CD8-)/(CD4-,
CD8+)) — 0,52 (pedepentHuii intepsan — 0,95—
2,25), murorokcuuni kaituaun (CD3+, CD56+) —
3,2% (pedepenTtHuii intepBas — 3—8% ), IUTOTOKCHY-
Hi kaituau (CD3+, CD56+) — abcoxaoTHa
KiznbkicTb — 2,88%10%/n1 (pedpepenTHuii inTepBai —
(3—-8)x105/1), narypasbhi kiepu (CD3-, CD56+) —
63,4% (pedepenTtHuii iHTepBa — 4—26%), HATYpasIb-
Hi kimepu (CD3-, CD56+) — abGcoaoTHa
KisbKicTh — 57,06%10% /1 (pedepertruii intepBas —
(120-500)x108/11), B-nimcpormru (CD3-, CD19+) —
15% (pedepentrnuit intepBan — 10-27%),
B-nimpormru (CD3-, CD19+) — abcosmoTHa Kisb-
Kictb — 13,5108 /11 (pedbepentruii inrepsan — (150—
500)x108 /1), moronutn/mMakpodarn (CD14+) —

ISSN 2663-7553 CyuacHa nmexiatpist. Ykpaina 4(148)/2025

KAIHIYHMI BUTTAAOK

- .

& oag >

W L]
yus T F %

m-‘D - -
& 2 K
& w & L -
t-\ '::a" P Sop '-";
&
N E % g ép “ I
o [ -
&

2 ; ¥ 5 YN ‘
3 ¢ v

T EE R IR ERR Y
ARk BHED L W
b B AS f R K

19 0 2 » ;
Marepian KpoB
Kapiotun
45.X[15]

Puc. 1. Kapiorpama guturu I. Bikom 5 pokis

1,9% (pedepentnuii intepsanx — 6,0-13,0%),
mononuTn/Makpodaru (CD14+) — abcomoTHa Kijib-
Kictb 1,71x10%/n (pecbepentnuii intepsan — (100—
400)x10%/1), 3aragbHuil JTEUKOIIUTAPHUN AaHTUTEH
(CD45) — 98,9% (pedepentuuii intepBan — 95—
100%), imynormobynin A (IgA) — 0,76 v/x (pede-
penTHwmii intepsas — 0,35-2,0 r/i1), iMmyHOr100yJTiH
M (IgM) — 0,65 v/n (pepepenTtuii intepsan — 0,2—
2,0 v/n), imynorsobynin G (IgG) — 5,94 r/n (pede-
pentHUi inTepsan — 4,2—12,5 v/xn), C3 pparment
komiiemeHTy — 0,91 v/ (pedepenTHuii iHTEpBAIT —
0,9-1,8 v/m), C4 dbparment komiiementy — 0,14 v/
(pedepentnnii inrepsan — 0,1-0,4 /1), TUPKY.IOI0O-
gi imyHHI KoMIiekeu (ITIK) kpymHOMOsIeKyIsIpHi —
3 ommanti (pedepentauii intepsan — 1,0-20,0 oxu-
wutli), IIIK cepenabomonexkyisipai — 80 oguHUIb
(pedepentnuii intepsarn — 60,0-90,0 ogunu), ILIK
MiJKOMOJIeKyIsIpHi — 162 ogmautti (pedepenTrHmit
inrepBas — 150,0—180,0 omuauti ).

Kapiorpama f1uTUHM 3 MOHOCOMIEIO 32 CTATEBOIO
X-XpOMOCOMOIO 3 HU3bKOIO MITOTUYHOIO aKTHUBHiC-
110, 45X [ 15]. XpomocomHi MikpoaHoMatii Ta H13b-
KOPiBHEBHIT MO3AIIM3M He MOKYTh OyTH BUSIBJIEH]
3a JIOTIOMOTOI0 3acTOCOBaHOTO MeTozia (puc. 1).
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3a gaHrMu J1ab0PATOPHOTO OCIKEHHS Ha MO-
MEHT TOCITiTai3allii B aHaJIi31 KpOBi BUSBJIEHO TI0-
MipHUII JIEHKOIIMTO3, 32 PaXyHOK 301/IbIEHHS KiJlb-
KOCTi MaJUYKOSIEPHUX I CETMEHTHOSAEPHUX
HeNTPo(ILIiB, TinepTPOMOOIIMTO3, HAPOCTAHHS 10-
Ka3HuKa mBHUIKoCTI ociganns eputporntis (LIIOE):
remorsiobin — 133 /i1, epurpouuru — 4,63x10 /121,
neiikorut — 11,73%10 /%71, nasmukosiepHi HeTpo-
binu — 5%, cermenrosiepHi HeiiTpodiaun — 80%,
gimpormtu — 8%, MoHOIIUTH — 7%, TPOMOOIIUTH —
523x%10 /%1, ITOE — 15 MmM/TO1.

B anasnisi kposi B quHamitti (7-my 100y) BigsHa-
yeHO HapocTaHHs piBHA JyeiikonuTo3y Ta [HTOE:
remorsiobin — 135 /i1, epurporuru — 5,01x10 /121,
nerikorutu — 23,1710 /%1, nanuukosiaepui — 7%,
cermenTosiepui — 80%, mimporutu — 7%, MOHO-
ut — 6%, TpomboruT — 285%10 /%1, IIIOE —
35 MM/TO/I.

Ha 17-1y no6y nepebyBaHHSs B cTaiioHapi oTpu-
MaHO TaKi pe3yJibTaTh KJIiHIYHOTO aHaJjli3y KPOBi:
remoro0in — 108 r/u1, epurporuru — 3,69x1012 /1,
neiikonuty — 144x10° /51, 6mactu — 46%, miesronm-
™ — 1%, MeTamiestonuT — 1%, maandKosiepHi —
7%, cermenTosiiepHi — 35%, eo3unodiau — 1%, mim-
douut — 7%, MoHOIUTU — 2%, TPOMOOIIUTH —
171x10°/01, LIOE — 43 MM /TO1.

Y 3B’sI3Ky 3 HAapOCTAHHSM PiBHS JEUKOIUTIB
i MogBOI0 6JACTHUX KJIITUH 3a pe3yJbTaTaMu
miIpaxyHKy (hOpMEHUX eJIeMeHTIB reprudepudHoi
KPOBI TPOBEIEHO CTEPHAJIBHY MYHKITITO.

Mienozpama: epurpobiactu — 0,0%, IpoHOPMO-
6macti — 0,2%, HopmobracTu 6azodiabhi — 0,6%, HOp-
Mob/1acTH moJiixpomMatodiabhi — 6,6%, HopMobIacTH
okcudimpni — 0,4%. Cyma KJIITUH epUTpPOIoesy —
7,8%. Innexc nospiBanus epurpokapionutis — 0,9%,
MoHoIUTH — 1%, miMdoruT — 4%, MIa3MOIUTH —
0,0%, merakapiorutu — 9 Ha 10 ostiB,/30py, MeT0ISP-
HiCTh penapaty Bucoka. [panynonuTonoes: HeUTpo-
dbinpui rpanymnonutu: npomienonutu — 0,8%,
Miestorut — 2,8%, meramiestonutul — 1,6%, majanuko-
anepHi — 4,0%, cermenTosiepHi — 8,8%. Eosunodib-
Hi rpaHyJIonuTH — 2,4%, 6a30(hiibHi rPaHyIOITH —
0,0%. Cyma kmaitTun rpanysorurornoesy — 20,4%.
Buaactu — 66,8%. JleiikoepuTpobiacTiHUHe CITiBBiTHO-
mreHHs — 11,8. [ngexc nospisanns veirrpodiis — 0,4,
PETUKYJIYM — HagBHUN. BUCHOBOK: rpaHyJIOIUTapHUN
[APOCTOK 3BYKEHUH, epUTPOIHUM TTAPOCTOK 3By Ke-
HUI1, MerakapiolurapHuii IIapocToK 30epeKeHuil. 3a
BUCOKOI KiJTbKOCTI KJIITUHHUX €JIEMEHTIB y TIpernapa-
Tax KiCTKOBOTO MO3KY BU3HAYAEThCI BUCOKUI BMICT
GracTHUX KTiTHH — 66,8%. TpanyJionurapHuii Ta epu-
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TPOIJIHI TTAPOCTKU 3BY>KeHi. MerakapionurapHuii na-
POCTOK 30epeskenHwii. BigHocHa KibKicTh 6J1aCTHUX
krithH — 46,0%. OTprMaHi 3MiHU B KiCTKOBOMY MO3KY
BiZIOBIAatOTh TOCTPIll iModbmacTHiit neiikemii, DAD
BapianT L2.

Humoximiune 0ocaioncenns Kaimun Kicmxoeozo
MO3KY: Mi€JIOTIEPOKCH/1a3a HeTaTUBHA, PEaKIlis Ha
[JIIKOTEH MO3UTUBHA B JIPIOHOTPpaHy ISIPHiiT hopMi.

Inynogenomunyeanms Kiimumn Kicmkogozo MO3KY
MeMOOoM MYJLMUNAPAMEMPOBOT NPOMOUHOT UUMO -
mempii na anapami «Navios EX»: 3araibHa KiTbKiCTh
simpoBmicHux kiaitun (TNC) — 320,62x10%/m1. Imy-
Ho(denotun Gaactuoi nmomynasaiuii: CD45 (+),
CD34 (-),CD14 (-), CD24 (-), CD36 (-), 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%.

BucHoBoxk: y nperiapati KicTKOBOrO MO3KY BUSIB-
JIEHO TOTYJIsAIi0 61acTHUX KiaituH (67%), iMyHo-
dbenoTtun kol BiAmoOBizae iMyHODEHOTUITY
T-kniturHOI rocTpoi giMdobaacTHoil neiikemii. Oco-
6mBicTIO 11bOTO (heroTuiry € HastBHicTh CD10 (+) —
8%, TCRy/b (+) — 82%.

FISH — docaiocernns xkiimum Kicmkog02zo MO3KY:
nuc ish (KMT2Ax2)[100] — 1e BusiBieno, nuc ish
(ABL, BCR)x2)[100] — He BusiBieHO, nuc ish
(PBX1x4, TCF3x2-4)[5/100] — He BusiBsieHo, nuc
ish (HLFx5—-7, TCF 3x2-4))[5/100] — te BusiBiie-
HO.

Monexynsipno-zenemuune 0ocioxcenmst Kicmkogo-
20 MO3KY 32 JIOIIOMOT'0I0 METO/Ly M0JIiMepPa3Hoi JIaH-
mtoroBoi peakilii (IIJIP) 3i 3BOpoTHOIO TpaHCKpUII-
I[i€T0 3 JIeTEeKIi€I0 B peasbHOMY 4aci: t (12;21)
(p13;g22 )ETV6::RUNXI — ne Businiena, t (9;22)
(g34;g11) BCR:ABLI p190 — He Bussiena, t (9;22)
(g34;g11) BCR:ABLI p210 — ne Bugsinena, t (1;19)
(g 23; p 13) TCF3::PBXI — e Busniena, del (1)
(p32) SIL::TALI — He BusiBiieHa.

Humonoziune docnioncenmns cnUHHOMO3K0801
pidunu: y mpenaparax IUTONEHTPOMYTraTy CIIUHHO-
MO3KOBOI PiJINHU HA TJIi HEBEJUKUX TOMIIIOK KIITUH
KPOBi 6JIaCTHI KJIITHHU HE BUSBJICHO.

Bioximiune docuioxcenns Kposi na MoMenm 20cni-
mazizayii: 3arajabauii 6110k Kposi — 38,0 1/, G-
py6iH 3araspHuit — 9,2 MKMOJIB/JI, IPAMUNA —
0 MkMoab/a, HenpaAMuii — 9,2 MKMOJIb/JI,
ajaninaminoTpancdepasa — 12,0 U/l, acnaprarami-
Horparcdepasza — 18,6 U/l, cevoBuna — 3,8 MMOJIb/ 11,
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kpeatutid — 41,4 mmoun /. Enextpostitu: Kasmiii —
4,39 mmoutb /1, HaTpilt — 139,0 MMomB/ 1, XTOpUAN —
111,8 MMOJTB /1.

Bioximiune docnioncenns kposi na 17-my doby ne-
pebyeanms 6 cmayionapi: 3arajbHNi 6iJTOK KPOBi —
51,5 /1, 6inipy6in 3araabHuil — 9,2 MKMOJIb /J1, IPsi-
Muii — 0 MKMOJTB/J1, HeTTpaAMuid — 9,2 MKMOJIB /11,
amaniHaminorpancgepasa — 14,8 U/1, Acnaprarami-
Horpancepasza — 30,8 U /1, 36ibIneHHS PiBHS cevo-
BuHu 710 16,8 MMOJTB /1, KpeatuHin — 59,6 MMOJIb /1.
Esxexrpositu: kaniit — 4,4 MMOJIb/J1, HAaTpil —
138,9 mmoub /i1, xsmopuau — 105,7 MMoJIb /1.

Kuiniunuii ananis ceuwi B iuHaMini — 6e3 3MiH.

PHK sipycy zenamumy Ci B — He BUSIBJIEHO.

Kpos na susnauenns cuposamxoeozo IgG — 2,7 t/n
(nopma: 5,04—14,64 v/m1) — HOCTiIKEHHST HA MOMEHT
TOCITiTaJTi3allii.

PHK na SARS-CoV-2 — neratuBHUl (METOJ
[1JIP).

Ynvmpassykose docuioncenns enympiwmnix opeanie
Ha Momenm zocnimanizayii. Iledinka B po3mipax He
36inbIIeHa, Kpall rocTpuii, ogHOpiaHAa,
MIJTKO3€pHUCTA, €EXOT€HHICTh 3BUYaliHa, TapeHximMa
He ymiisibHeHa. CyilnHHA cucTeMa He 3MiHeHa.
[Tocunenns cymmuHOTO MasTIOHKA. JKOBUHNIT MiXyp
npaBmIbHOI (hOpMH, ¥ PO3Mipax He 30iJbIIeH i,
CTiHKa He MOTOBIIleHA, He YIIiJbHEeHa, TOPOKHUHA
exoHerarusHa. [TiAyHKoBa 3a/103a He 301/1blIeHa,
roJiiBka — 11 MM, Tis10 — 10 MM, xBicT — 11,0 MM, 071~
HOpiJHa, MiJIKO3epHUCTA, €XOTEHHICTh HeE
nigsumiena. Cejesinka He 30iJbIIeHa, PO3MipaMu
68,0x30,0 mm, ogHOpinna. [IpaBa Hupka po3mineHa
TUIIOBO, po3Mmipamu 68,0%28,0 MM, He 36iblIeHa,
napenxima — 11,0 MM, olHOpiIHA, €XOTEHHICTD He
i IBUTIeHa, KOPKOBO-MeAyIsIpHa AudepeHItialis
306epekeHa, 4alKkoBO-MUCKOBA CHCTEMA He PO3IITH-
pena, He fiehopmoBana. Mucka — 2,0 mm. JIiBa Hupka
poamMinieHa TumnoBo, po3mipamu 70,0x30,0 mMm, HE
36inpmiena, mapenxima — 12,0 MM, ogHOpigHAa,
€XOTeHHICTDb He MiBUIeHa, KOPKOBO-MeayaspHa
nudepenitianist 30epekeHa, YarKkoBO-MHUCKOBA CHC-
TeMa He po3mupeHa, He nepopmosana. Mucka —
2,0 mm. CeuoBuil MiXyp HAIlOBHEHUN JIOCTATHBO,
MOPOKHUHA €XOHEeTaTUBHA, CTIHKA He PO3PUXJIEHA,
He TTOTOBIIIeHa. BusBiena BijibHA pifiTHa HaJ[ CEUO-
BUM MiXypOM.

Yivmpaszsyxose docnioxncenms: cepyst na momenm
eocnimanizayii. Kinetnka xiananis 3Buvaitna. Jlisuii
MIJIYHOUYOK: KiHlleBu# piactomiunauii posmip (K/P) —
34,0 MM, kinneBuil cucrosivauii poamip (KCP) —
17,0 mm. CkopoTyivBa 3/1aTHICTh: (DPaKIlisd BUKULY —
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83,0%. Aopta: niametp kopenst aoptu — 18,0 mm, Ao
(aopranbuuii oTBip) — 3,3 mmHg, Ha HU3XIAHINT
Ao — 5,1 mmHg. AopranbHuii KJaamaH: TPUCTYJIKO-
BUA, pO3KpUTTS He 3HIKeHe, Ap4,0 mmHg, e miz-
BUIIEHU, peTypritaiisi He BU3Hadae€Tbcs. CTOB-
O6yp — 14 mm, ziBa rinka — 7,0 MM, npaBa TijKa —
7,0 mMm. JliBe Ta mpaBe niepezicepisi He PO3NINPEHi.
[IpaBuii ms1yHO4OK He posimupenuil. TpuctyakoBuit
KJIallaH — PO3KPUTTS He 3HUIKEHE, PEerypriTailisi He
BU3HAYa€eThCS. JJaHuX 1Tpo KoapKTallilo a0pTH HeMae.
KpoBortik y uepeBHiii aopti myJibcytounit. [Tposaly-
BaHHS MITPJIbHOTO KJIallaHa BijicyTHE. Perypritartis
Ha MiTpaJIbHOMY KJalnaHi BiicyTHs. BusHavyaeTbcs
BiJIbHA pifiHa Ha BepXiBIIi 710 6,5 MM, 10 3a/[Hiil CTiH-
ITi JIIBOTO MIJTYHOUKa — 8,2 MM, TI0 TIpaBiii CTiHIII TTpa-
BOTO IITyHOUYKA — 8,0 MM.

Ywmpassyrose docnioacenns cepys na 17-my dody
3axeoprosanns. Kinetnka kinananisB 3sudaiina. J(u-
JaTauii noposkHuH Hemae. JIiBnii nurynovyok: K/[P —
34,0 mm, KCP — 21,0 mM. CkopoTsiBa 3/IaTHICTh:
dpaxkiist Bukugy — 67,0%. Aopra: giaMmeTp KopeHst
aoptu — 19,0 MM, Ao 4,0 mmHg, na Au3XiaHIT Ao —
7,1 mmHg. AopTanbunii KJanaH: TPUCTYJIKOBUH,
PO3KpUTTS He 3HMIKeHe, Ap 3,2 mmHg, He miaBuIIe-
HUI, perypritailis He BusHadaeTbcss. CToBOYp —
14 mwM, jgiBa risika — 7,0 MM, mipaBa rigka — 7,0 M.
JliBe i mpaBe nepejcepnsi He po3mupeni. [IpaBuii
HIJTYHOYOK He pOo3mupeHuil. TpUCTyJIKOBUM Kia-
IIaH — PO3KPUTTS He 3HUIKEHe, perypriTaiiisi He BU-
3HavaeThcsa. KpoBOTiK y UepeBHi a0PTi MyJIbCy-
iounii. [IposnabyBanus MiTpaibHOTO KJalaHa
BiZicyTHe. Perypritaiiist Ha MiTpaJbHOMY KJamnaHi
Bi/IcyTHS. BU3HAUa€eThCS HAPOCTAHHS PiBHA BiJIbHOI
piZivHY B epuKapi: Ha Bepxisili 10 18,0 MM, 110 3a-
JIHI cTiHIT TiBOTO NIUTyHOUYKA — 17,0 MM, TI0 TIpaBiii
CTIHIII TTPABOTO MIIYHOUKA — 9,0 MM.

Penmeenozpagis opeanie epyonoi kiimxu na mo-
Menm zocnimani3ayii; Ha PeHTreHorpaMi OpraHiB
IPYIHOI HTOPOKHUHU — TOMOT€HHE TOTaJIbHe 3aTeM-
HEHHS TTPABOT0 JieTeHeBOTo 1oJ1st. OpraHu cepenoc-
TiHHS 3MillleHi BJiBo. KOHTYpH cepiieBoi TiHi cripaBa
i TiHi TPaBOTO KyTOJTY AiadparMu He BUSHAYAIOTHCS.
BucHOBOK: 1BOOIYHA THEBMOHisI, paBOOIYHMIA Tij-
poropakc (puc. 2).

Ha penmeenozpami na 17-my 006y nepebysanmns
6 cmauionapi, 3pobJieHiil y TOpU30HTaIbHOMY TI0JIO-
JKeHHI, IuTHHA OyJ/1a Ha IITYYHiil BEHTHIISII IeTeHb
(IIIBJT), micaig Hakmamanss Tpaxeocromu. Ha pent-
reHoTrpaMi OPTaHiB rPyAHOI KIITKUA — PO3IMUPEHHS
CEPeIOCTIHHS, TePEeBAXKHO HUKHBOTO BiIILTY, TIepe-
KpuBac !/, IpaBoro JIereHeBoro MoJls, 32 BUHATKOM
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Puc. 2. ToMmoreHHe ToTanbHe 3aTEMHEHHS MpPaBoro
nereHesoro nong. OpraHn cepenocCTiHHA 3MilleHi BNiBO.
KoHTypwn cepueBoOi TiHi cnpaBa i TiHi NpaBoro kKynona
piacparmMm He BU3Ha4aloTbCs. Megn4HMin BUCHOBOK: ABOOGIYHA
NHEBMOHIsI, NPaBo6ivyHWIA rigpoTopakc. PeHTreHorpama B Nps-
Mil | GOKOBI NPOEKLiIX OPraHiB rpyaHOI MOPOXHUHN

Puc. 3. Po3MpeHHS CepeaoCTiHHA, MepeBa*HO HUXXHBOMO
Biadiny, nepekpueac 1/2 NpaBoro fiereHeBoro noss, 3a Bu-
HATKOM BEpPXHbOMaTepasibHoOro Biaainy, NHeBMaTn3aLia SKoro
npoctexyeTbca. CnpaBa nereHs BiGHOCHO Po3rpaB/eHa, MoX-
NMBO rinoBeHTMNAUIA 6a3anbHO-MefianbHUX cermeHTiB. MNHeB-
MaTu3aulisa NereHi HepiBHOMIPHO 3HMXEHaA. YLWibHEHa Npu-
CTIHKOBAa NNeBpa, CUHYC 3aByanboBaHuii. KiHeub ApeHaxy
3HaxoauTbCa y 2 Mixpebep’i. PeHTreHorpama Ha 17-1y o6y
nepebyBaHHA B CTalioHapi, ANTMHA 3HaxoaMTbCA Ha LLUBJI

BEPXHbOJIATEPAJIBLHOTO BiZIiJTy, THEBMATH3AILisI SIKO-
ro npocrexyerbes. Crpasa JiereHs: BiIHOCHO pO3-
paBJieHa, MOKJINBO TITOBEHTHIISAIS Ga3aIbHO-Me-
niaabHUX cerMenTiB. IlHeBMaru3alisa Jjereui
HEPiIBHOMIPHO 3HMKeHa. YIIiJibHeHa IPUCTIHKOBA
mJieBpa, CUHYC 3aByasboBanmii. Kineis aperaxy
3HaXOAUThCs y 2 Mikpebep'i (puc. 3).
Yeranosaeno piarnosd — «Cungpom Heiimeren-
ChKOTO po3puBy. T-kiriTuHHA JTiM$Ob6IaACTHA JTEfiKe-
mist, DAD Bapiant L-2, rpyna BUCOKOTO PU3HKY I10
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8-it 1061 (abcomoTHA KibKicTh 6J1acTiB Ha 8-My
o6y 1320), 1 roctpwuii nepebir. /[BobiuHa 6akTepi-
aJIbHO-/IECTPYKTUBHA ITHEBMOHis, JIeTeHeBO-T1JIeB-
pasibHa (hopma, yCKIIagHeHa, IBOGIYHIH MTOMHEBMO-
Topakc. bponxonsespanbua Hopuis. Cunapom
[MTepemmeBchrkoro—Tepuepas.

Jlixysanns roctporo JimMbobIaCTHOTO JTEHKO3Y
3Ti/IHO 3 TPOTOKOJIOM (Haka3 MiHicTepcTBa OXOPOHU
310poB’st Ykpainu Big 23.05.2024 Ne 876 «Cranmap-
TH Men4HOI oromoru «loctpwuii riMdobmacTHMin
JIENKO3 y ftiTeit”» ) (JIKyBaHHS B TEPIIOMY TOCTPOMY
nepiozi). /lutuHa oTpuMasia MUTOPEAYKITITO TPe-
Hi30JI0HOM i3 po3paxyHKy 60 Mr/Kr/m100y IPOTAroM
10 x1i6, anTubakTepiasbHy Tepariio (JeBodIoKca-
I[1H, MePOOOIIN/I, aMII[II, 3IBOKC, KOJICTHH ), IPOTH-
rpuOKOBY Tepartito (amboit, GIIOKOHA30IT), CYTIPO-
BIJIHY Tepalilo aJONypiHOJI, MapeHTepajbHe
XapuyBaHHS — aMiHOBeH-1H(baHT, 0J1iMesb, TTpenapa-
TH KpoBi (anbbyMiH, TpaHChY3il0 epUTPOIUTIB,
TPOMOOKOHIIEHTPATY, TJIa3MH CBiZK03aMOPOKEHOI,
iMmyHorso0yniny BioBeH-MOHO 3 pO3paxyHKY
0,4 v/xr 5 1i6 migpsi i3 3-1 1061 3 MOMEHTY roCIIiTa-
JTizairtii, moTtiM ojHOpa3oBe BBeneHHs 0,8 /KT yepes
3 trokHi), Gicerrtosr 20 MT /KT IIOIEHHO.

Ha 8-my m00y BBemeHo ximiompemaparu
(BinkpucTun — 1,5 Mr/m?, okcopyoinm — 30 Mr/m?
BHYTpintHbOBeHHO). CTaH IUTHHU 3a/uIaBcst 6e3
MO3UTUBHOI AWHAMIKW, HapOCTAaJAuW O3HAKH
ANXaJbHOI HEJOCTATHOCTI 3a pPaXYHOK
nporpecyBaHHs npoiecy B gerenax. Hapocrama
cepleBO-CyJINHHA HENOCTATHICTH (Taxikap/isg
MOCTiiHa, TOPYIIEHHST MiKPOIUPKYJIALi], TaiHHS
caTypallii KUCHIO Ta apTepiajbHOrO TUCKY, TIOPYIIeH-
H4 cBizjomocTi). Teparrito 32 TPOTOKOJIOM rOCTPOTO
JIEWKO3y mpu3yniHeHo 3 11-1 1061 MPOTOKOJIBHOTO
JIIKyBaHHsI TOCTPOI JielikeMil. 30epiranacst morpeda
B IIIBJI i3 KOPCTKUMU peXUMaMU, Y TpUBaJIiil
aKTUBHIN acmipallii piiiHu i3 MpaBoi IJIeBPaJIbHOI
nopokHUHU (OGPOHXOTIEBPAIbHA HOPHUIIS BEJNKA
1 IOBTO He 3aKpUBAJIACS ), 3HAYHI BU/ILJIEHHS eKCy/Ia-
Ty 3 000X JIPEHOBAHKX TIOPOKHUH, IO TPU3BO/IILIO
J10 3HAYHUX BTPAT OiJIKa KPOBI Ta IBUII HAOPSKOBO-
ro cuHIpoMy. HakonimueHHs PiJIMHU B IePUKap/Ii
OJTHOYACHO 3 METAOOJIIYHUMU TTOPYIIEHHSIMHY TTijT-
TPUMYBAJIO CTAaH CePIEeBOi HEJOCTATHOCTI, TOMY
IPOTATOM TPUBAJOIrO Yacy AUTHHA OTPUMYBaJa
ingysio HOpaapeHaJiHy, cIOCTepirarocs
TIOPYIIIEHHST CBiIoMOCTi 3 iepiogamu 30y kerHst. [le
noTpebyBaio MPOBeAECHHS ceallil 3 MOCTiHHOTO
iandysiero tiomenTtany Hatpito. O3Haku
MUPKYJISITOPHOI HepocTaTHOCTI (apTepiajibHa
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rinmoreHsis, taxikapis) norpebyBajiu HOCTIHOT
iH(dy3ii HopaapeHaniny. BusaBieHo 3MmeHIeHHS
miypesy 3 12-i 1001 IPOTOKOJIBHOIO JIKYyBaHHS 10
nosHoI anypii. Ha 13-1y 100y BigOymacs synuHka
KpoBoobiry. KorncraToBaHo 6i0JIOTiYHY CMEPTb.

O6roBopeHHs

Cunnpom HelimerencbKoro po3puBy € ayTOCOM-
HO-PEIMCUBHOIO MTATOJIOTIEI0, STKA HATIESKUTD /10 TPY-
I CHHIPOMiB XPOMOCOMHOI HecTabiIbHOCTI, 110 TIpH
HaPOJUKEHHI TIPOSIBJISIETHCS MiKpoIiedaieio 6e3 He-
BPOJIOTIYHOI CUMITTOMATHKY. [HIITI K/TiHIYHI TTPOSIBU
CTAIOTh OiJIbII IIOMITHUMM 3 BIKOM 1 BKJIIOYAIOTh 3a-
TPUMKY (Di3UYHOTO Ta CTATEBOTO PO3BUTKY, KOMOIHO-
BaHUI iIMyHO/IeMITINAT, & TAKOXK TABUIIEHUN PUIUK
BUHUKHEHHS 3JI0SKICHIX HOBOYTBOPEHbD. Y HaBejie-
HOMY KJIIHIYHOMY BUIAJIKy BUSBJIEHO MOEAHAHHS
XPOMOCOMHOI TTaTOJIOT11, B OCHOBI SIKOi JIEXKUTH 3MEH-
IMEeHHS KiJbKOCTI XpoMocoM (aHeyIJaoigis 3a
X-xpomocoMoio) — curzipom IlleperieBcbkoro—Tep-
Hepa 3 [MaToJI0TiE0 XPOMOCOMHOI HecTabiIbHOCTI
3 TeHHUMU MyTailisiMu B redi NBN, po3TtaiioBaHoMy
Ha loBromy 1iiedi 8 xpomocomu 21 sokyci. Bapia-
GestbHiCTB 11i€i MyTartii 657del 15, BusiByieHoi y HaBe-
JIeHO1 IMTUHMU, € HalirolmupeHiioo. JlikyBanHs 3J10-
AKICHUX HOBOYTBOpPeHb Ipu cyrnmytubomy CHP
nepe1baua€e 3acTOCYBaHHs BCTAHOBJIEHUX TPOTOKO-
JIB i Ma€ TieBHi 0COOIUBOCTI.

Ha cporozni B Ykpaini icHye mporpamMa HeoHa-
TAJbHOTO CKPUHIHTY HOBOHAPO/KEHUX Ha TIPEIMET
BpoKeHnX iMyHOoedinnTiB. KoHcynpraltii i peko-
MeH/Iallil JiKapsa-TeHeTUKa MeJUKO-TeHeTUYHOTO
HEHTPY BiZIirparoTh 3HAYHY POJIb y HA/IaHH] GaTbKaM
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