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Beryn. Cungpom Ilatay — xpoMocomHa XBOpoOa, MI0 3yCTPIYAETHCS Y
HOBOHAPO/DKEHMX 3 dYacToToro Omm3bko g0 1/5000 [1, c. 3064]. IcuHyroTh Tpu
IIUTOTCHETUYHI BapiaHTH CUHIPOMY (TpHCOMIs, TpaHCIOKaIliiHa opMa 1 MO3AIIU3M).
Y 80% BuMankiB 3yCTpi4aeThcsl TOBHA TPUCOMIS, TPHU SIKIH B KOXHIA KIITHHI
opra”iaMmy € jgomatkoBa xpomocoma 13. Takuii BapiaHT € pe3yIbTaToOM
HEPO3XO/KEHHsSI XPOMOCOM IIiJl Yac TraMeToreHe’y B ojgHOro 3 OatekiB. Y 80%
BUIAJIKIB 1€ CIOCTepiraeThecsi y KiHOK (40% B mepmomy moxaim meiosy 1 40%
B Mmeiio3i II). V 20% — me Hacmimok mopymieHHs crepmaTtoreHesy (meinosy I)
[2, c. 69].

[Tpubnuzno 20% BunaakiB cuHapomy [laray € HacIiIKOM TpaHCIOKAIiH, 3 HUX
OJIM3bKO TIOJIOBMHU TPHINAJA€ HA He30alaHCOBaHI POOEPTCOHIBCHKI TpaHCIIOKAIIii.
PobGeprconiBKbKi TpaHcoKallii (a00 MEHTPUYHE 3TTUTTS XPOMOCOM) CIIOCTEPITatOThCS
MK OyIb-IKUMHU JIBOMa aKpOIEHTPUYHUMHU Xpomocomamu 13, 14, 15 1 21, 22 map.
[Ipy 1eHTpUYHOMY 37UTTI JBI TOMOJOTIYHI a00 HETrOMOJIOTIYHI XPOMOCOMHU
BTPAYarOTh KOPOTKI TIedi W OJHY HEHTPOMEpY, JOBTi IUIedi 3’ €JHYIOTHCSI. 3aMiCTh
JIBOX XPOMOCOM YTBOPIOETHCS OJIHA, IO MICTHTh TC€HETUYHHA MaTepian JOBTHUX
miedeld JABOX XpoMOcOoM. PoOepTCOHIBChbKa TpaHCIOKAIlis MOXKE€ BUHUKATH MIX
HETOMOJIOTIYHUMH 1 TOMOJIOTIYHUMHU XpomMocoMmamu [Ipu TpaHcmokarii Mix
HETOMOJIOTTYHUMHM XpPOMOCOMaMHM 3aiiBe JoBre riede 13-it xpomocomu Oyne
3’€THAHO 3 JIOBTMM IIIeYeM Oynb-sikoi xpomocomu 14, 15, 21, 22 mapu. Haiiuacrime
npu cunapoMi [latay 3ycTpidaerbcsi poOepTCOHIBCbKA TpaHcioKalliss Mk 13 1 14
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xpomocomamu — Rob (13q14q) [3. C. 165]. IIpu TpaHcaoKalii MK TOMOJOTTYHUMH
XpOMOCOMaMH y XBOporo 3 cunapomom llaray B kapiotuni Oyae ogHa HOpMajbHa
13 xpomocoma 1 0iHa XpOMOCOMA, 110 MICTUTh T€HETUYHUN MaTepiaa JOBTUX ILUIeY
naBox xpomocoMm 13 — Rob (13q13q). Takuit reHeTH4YHMIA BapiaHT cuHapomy Ilatay
€ pimKicHMM. 3a JOMOMOTOI0 MOJEKYISIPHO-TEHETUUYHUX JOCTIKEHb MOKa3aHo, II0
MIPUYMUHOIO TAKOTO KapIOTUIy MOXke OyTH TakoxX 130xpoMocoma 13 (Mae 1Ba JOBIHX
ieya OJHi€l XpOMOCOMH, Pe3yibTaT TOPU3OHTAIHHOTO, @ HE MO3J0BKHBOTO MOALTY
LEHTPOMEPH IIPU MEH031).

Cunnpom Ilatay — ne neranpHU CHHIPOM MHOKMHHHUX Baja po3BUTKY. Ha
HepuIoMy porli XUTTs TuHYTh 90% XBopuX. Binbln TpuBane XKUTTA CIIOCTEPITaeTHCS
IpU IHTEHCUBHIM MeauuHii gomnomMosi [4, c. 1]. CuHIpOM CYyNPOBOIKYETHCS BAKKOIO
3aTPUMKOIO TICHXOMOTOPHOTO pO3BUTKY. HalOimbIn XapakTepHHMMH TpPOSBaMHU €
rojonpo3enuedanig, mikpouedanis, anHoe, MikpodTaapMis, aHO(TaIbEMis, MILUTAHA
ryou (60-80%), mrimHa migHEOIHHS, ae(OpMOBaHI 1 HHU3BKO pO3TAIlIOBaHI
BYIIIHI PaKOBWHH, MOIMEpPe4YHi OOpO3HM Ha AOJOHSX, (IEKCOpHAa MO3UIliS MalbIIiB,
MOJIJAKTUJIISL Ha KUCTAX Ta 1HOA1 Ha cromax. YacTo 3ycTpiyaroThCs BPOKEH1 BaJau
cepust (B 80%) — Haifuactimie ae@exkTd MDKILTYHKOBOI NEPETrOpOJKH, BIIKpUTA
aprepiaibHa TPOTOKA, Ne(HEeKTH MDKIEPEICEPIHOI MeperopoaKu. XapaKTepHi Baiu
TPaBHOI CHCTEMH — HE3aBEPIICHUI MOBOPOT KHUIIKiBHUKA, AWUBEPTUKYIT MEKKes.
MokJ1B1 BaJii CEYOBUIUIBHOI 1 cTaTeBOoi cucTeM [ 1, ¢. 3066].

Kniniunnii BHIajgok.

[IpoGann — miBumHKa, sika Hapoauiack 21.04.2024 p. y xinku 34 pokiB
Bl TPEThOI BariTHOCTi, TpeTix TmosoriB. Ilepini ABI BariTHOCTI 3aBEPIIWIKCH
HApOJKCHHSIM 3JI0POBUX JiTel. BariTHicTh mepebdirana 3 TSKKOK IPEEKIaMIICIETO,
aHEMIEI0 BariTHUX, MOMEPEYHUM IMOJIOKEHHAM Iony. [lojorm muisixom kecapepa
poctuny y 37 twxkHiB rectarii. Ilpu Hapomkeni Bara 2920 r, pict 49 cm, 7/8
3a mKanolo Amnrap. 3 HApOIKEHHA CTaH BAXKKUH 3a PaxyHOK amHoOe, JUXaJIbHOT
HepoctaTHocTi (JIH), nuTtrHa Haxomunace Ha HeinBasuBHiKM [1IBJI. BucnyxoByBagBcs
CUCTOJIIYHMH IITyM B AUISHITI CEPIIS.

byna nanpapnena B Ongecbky 00J1acHy AUTSIUY KIiHIYHY JikapHIo 23.04.2004 p.
3 TMOMEepeaHiM aiarHo3oM: BpomkeHa Bama cepis (BBC), memOpanos3nmii nedext
MDKIUTYHKOBOI nieperopoaku (JAMIII), rinomnaszis xyri aoptu. [lominaktwmis. lpu
HAJIXOJDKEHHI CTaH IUTHHM TSOKKUK 3a paxyHoOK JIH, HEBpPOJOTiYHOI CHMIITOMATHKH,
KHCHEBOI 3ajexxHocTi. Ha ormsia peakiis 30epekena, kpuk cepeannoi cuu. [llkipa
OJi0-pokeBa 3 JIETKUM IKTEPYCOM, JOJATKOBI Maiblli 3 000X CTOPIH JOJOHEH.
Pednekcu HOBOHapomkeHoro mpurHideHi. Bemuke tim’stako (BT) Ha piBHS KicTOK
yepery. JluxaHHs >KOpCTKE, MPOBIAHI XpUIH, HEiIHBa3uBHA BeHTW IS 3 UJ[ 48 3a
xsumHy. Catyparttis 97%. JisapHICT cepiist puTMiuHa, ToHu npuriymeri. YCC 158
3a xpwmHy, AT 78/48. Cucromiunuii nryMm Haja MOBEpXHEIO cepisl. JKuBIT M’ SKHiA,
nepucTabTUKa 3a70BUThbHA. [leuinka +2 cM, cene3iHKka HE MaJbIyEThCs. 3aCBOIOE
o 10 M cyminni yepe3 30H/, BUTOPOKHEHHS KOBTO-3€JICHOTO KOJIbOPY CaMOCTIHHO.
Jiype3 noctatHiii, CAMOCTIHHO.

Hutuny ornsayto oproneaom 24.04.2024 p. BusBieHO MOMIJAaKTUIII0 000X
KUCTeH, MojaTkoBl VI manpIil Ha MKIpHIA HIXKII. BukoHaHa mepeB’si3Ka J10JaTKOBUX
NaNbliB KaPOHOBOIO HUTKOIO Y OCHOBH.
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IIpu exoxapaiorpadii Big 29.04 Buasneno BBC: asa JIMIUII (MmeMOpano3Hwmii
Ta nepuMeMOpaHO3HUI) 3aranbHUM JiamerpoM 9.8 mm. Ha piBHI MibknepencepaHoi
neperopoaku (MIIIl) — MHOXMHHUN H1BO-IIPAaBUM LIYHT, 3arajibHUM JiameTrpoM 10
MM. Binkpura aprepianbaa npotoka (BAII) 2 mm. [Nnomnazia ayri aoptu. Junstanis
MpaBuX BIJAUIIB Ceplls Ta JIBOrO Mepeacepis, NOMIpHa TiNoIuia3is KUIbIS aO0pTH.
Hegenuka perypritamis no MK (mitpansHomy kianany) i TK (TpukycninansHomy
KJIaMaxy).

VY nojanbmioMy CTaH TSKKHA. 30epiraeTbcsi 3ajJ€XHICTh Bil pecHipaTopHOi
NIATPUMKHU. Y 3B 43Ky 3 HEBAAJIOI0 CIPOOOI0 pO3MOYATH €HTEpalbHE TOAYBaHHS 1
CUMIITOMaMH BHCOKOI YaCTKOBOI KHUIITKOBOI HEMPOXITHOCTI MPOBEJICHO IPUTOCKOIIIFO.
[Ipu ipurockomii Big 3.05.2024 p. AlarHOCTOBAHO HE3aBEPIIEHUN YACTKOBO MOBOPOT
TOBCTOI KHWIIKW. XIPyproM JiarHOCTOBaHO cuHApoM Jlemma, peKOMEHIOBAaHO
OTepaTUBHE JIIKYBaHHSI.

[IpoBeneno omepatuBHe BTpy4danHs 6.05.24 p. PeBiziecto uepeBHOI
NOPOKHUHM BHUSBJICHO: IIIYHOK 30UTBIICHUN B PO3MipaX, MEPEXOAUTh B PO3MIUPCHY
JBAHAIIATUTIATY KUIIIKY; HEPOTOBaHA JBAHA IIIATHIIAJIA KHIIKA 31 CTalKaMH, K1 i1yTh
BiJl HU3X1JTHOiI 000/I0BOT KUIIKK; KYIOJI CIIIOT KUIIKH 3 YePBOMOAIOHUM BiIPOCTKOM
po3TalnioBaHui B JIiBOMY Tiapedep’i. J(BaHaaisaTumany KUKy 3BUIBHEHO BiJ] CITAOK,
NPOXIAHICTS 11 BiHOBJIEHO. JliarHo3 micis omneparii - Bpo/»KeH1 BHYTPIIIHbOYEPEBH1
CIIANKH.

3 6.05. 2024 p. y 3B’53Ky 3 TpUBAJIMM allHOE JAUTHHY MEPEBEIACHO HA IITYYHY
BeHTUIALIO JiereHb (I1IBJI). BimMiuaroThcs niceBmo0ynbp0apHi mopyIieHHs (He KOBTAE,
HE Kalllls€e Mpy caHarlii). M's30Ba TimoToHis, pedIeKcH MpUrHideHi.

B micnsonepaiiiinoMmy nepiofi CTaH TUTUHU BAKKHUHA y 3B’S3KY 3 JTUXAIBHOIO
HEJOCTATHICTIO 1 HEBPOJIOTTYHOIO CUMOTOMATHKOI0. CripoOU CaMOCTIMHOTO THUXaHHS
BigcyTHi, autrHa Ha IIIBJI. 3 18.05 — HeiHBa3WBHA BEHTWIIALSA JET€Hb, PO3IOYATO
roJIyBaHHS 4epe3 30H . Y Billl OJTHOT'O MICSIIS P OTJISA/I HEBPOJIOTOM JTIarHOCTOBAHO
Mikporedanito: OKPYXKHICTh ToioBH 31 cM, 3 MOMEHTY HapO)KCHHS HE
3MmiHWiIacs. 3axirodeHHs HeBposiora: MBBP, cymomu, cunapom wMikponedanii,
nceBno0ynp0apHuit CHHAPOM. PeKOMEH10BaHO KOHCYJIBTAIi}0 TE€HETHUKA.

3 01.06. cTaH OIUTUHU 3aIUIIAECTHCS TSHKKUM, ajie 3 IMO3UTHUBHOIO JUHAMIKOIO.
[lepeBenena na HeinBasuBHy IIIBJI. 30epiraeTbcsi HEBPOJIOTiYHA CUMIITOMATHKA 3
npurHiveHHsm [HHC, GynpOapaumu mopymeHHsMu. CrocTepiraroThCs NEpioauyHi
abcancu 3 maaiHAIM catypariii 10 60%. [lotpebye romyBanus uepes 30HA. OriasHyTa
OKYJIICTOM, JIIarHOCTOBAHO BPO/IKEHY KaTapakTy.

[lepBuHHa KOHCYyNbTaIsl TeHeTHKA TipoBeaeHa 29.05. Ilpu ananizi ¢peHoTUy
XBOPOI1 BiAMIYeHE MiKpoliedairo, SMEHIICHHS pO3MIpy OYHHX IIUTHH, OUTbIIIE CIIpaBa.
Hudysna m’s30Ba rinotoHis. Pedmekcu mpurHiveni. [lapetnyHa ycTaHOBa KHUCTEH.
diekcopHE TIOJIOKEHHS TAaNbI[iB PYyK, TOMEpedYHa CKiIaaka Ha 000X JIOJOHSX.
VY 3B’S3Ky 13 CHMIOTOMAaMH MOXJIMBOI XPOMOCOMHOI aHOMaii pPEKOMEHIOBAHO
KaplOTUITYBaHHS.

Kpor Ha kapiotunyBanHsi HaOpaHo 3.06, pe3ynbrar orpumano 19.06. Ilpu
JOCJIIJIPKEHH1 JIEUKOIUTIB nepudepudHoi KpoBi BUsiBIIEHO Kapiotun 46, XX, +13,
der (13;13)(q10;q10). BusBaeHo He30anaHCOBaHY POOEPTCOHIBCHKY TPAHCIOKAILIIIO
xpomocoM 13 Ha 13. B kapioTumi crnocTepiraerbcsi oJlHa HOpMalibHaA XpOMOCOMa
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13 1 moximHa xpomocoma der (13;13), sika ckiamaeTbcss 3 JOBTUX IUIEUEH JABOX
xpomocoM 13. Pe3synpraToM Takoi He30ajJaHCOBAaHOI MyTallii € BTpaTa KOPOTKHX
rieded xpoMocoM 13 1 Tpucomist goBroro mieda 13. Takum 4MHOM, J11arHOCTOBAaHO
TpaHCIOKalIMHUI BapiaHT cu"apomy [lartay.

VY 3B’s3KYy i3 JIaTHOCTOBAHOIO Y TUTHHU XPOMOCOMHOIO aHOMAJTI€I0 MOaJIbIIa
XipypriuHa KOpEeKIlisl BaJ CEepLEeBO-CYAUHHOI CUCTEMH BHU3HAUYEHO HE JOLUIBHOIO.
PimeHHsiM KOHCWIIIYyMYy JUTUHY BHU3HAHO HeKypalenbHOIO. PexomeHmoBaHO
MPOJOBKUTH CUMITOMATHUYHY Teparito, OOy4uTH MaMy TOAYBaHHIO TUTHHH dYepe3
30H]I, HATJIA] 33 JUTUHOIO.

OOroBopennsi. Meroto pobotu Oylo aHami3  KJIIHIYHOTO  BHIAJKY
TpaHciokaiiiHoi popmu cunapomy Ilatay. Ha MOXIUBICTH XpOMOCOMHOT MATOJIOT11
IUI0/1a BKa3y€ aHaMHE3 BariTHOCTI, IPH SIKii criocTepiraBcsi HECIPUSTIMBUIN Mepeoir.
B renepimHiii yac XxpoMOCOMHa MATOJIOTIS 1012 €PEKTUBHO JIIarHOCTYETHCS B XO1
ckpuninry I i II tpumectpiB BaritHocTi. KomOiHOBaHMII TpeHATANbHUM CKPUHIHT
NEPIIOTO TPUMECTPY A03Bouisie ineHTUu(iKyBaTH moHan 90% tpucomiii. YyTinuBicTh
CKPHHIHTY JPYTOro TPUMECTpPY MO BiJHOMIEHHIO XPOMOCOMHOI MAaTOoJIOTii MEHIIa —
no 80%. Ane B nanomy Bumnanaky ckpudinrd [ 1 II TpumecTpiB He HpPOBOAMIKCH,
OCKUIBKM KIHKA 3BEpHYJacs B JKIHOYY KOHCYJIbTAIll0 Micas 22  THXHS
BariTHOCTI.

Y mpobaHma BHUSBICHO KIIHIYHY KapTHHY XapakTepHY Uil CHHAPOMY
[Tatay — mikporedaitisi, MOMIAAKTUIIIA HA KUCTAX, MONepedHa 00po3Ha Ha JOJIOHSX,
¢dbexcopHa Mo3uIlis NaldbI[iB KUCTI, allHOE, XapaKTepHI IJI CHHIPOMY BaJu CEpIIECBO-
CyIuHHOI 1 TpaBHO1 cucteM. [Ipu KapioTHmyBaHHI JTiarHOCTOBAHO TPaCIOKAIIHHY
dopmy cuaApoMy (pobepTcoHIBChKY TpaHciokarlito 13 Ha 13). Taki Tpancmokartii
MOXXYTh YCHaJKOBYBATHCS BiJ OAaThKIB — HOCIIB 30ajlaHCOBAaHHMX TpPaHCIIOKAIlii, a0bo
BUHHUKATH (€ NOVO. I3 maHux aHaMHE3y BiZOMO, 1110 CiM’s1 Ma€ 3JI0POBUX JIiTEH BiJ JBOX
MOTIEPETHIX BariTHOCTEH. Y HOCIiB 30a1aHCOBAaHOI TPAHCIIOKAIlll MI>K TOMOJIOTTYHUMH
XpPOMOCOMaMH HApOKEHHS 3J0POBUX ITEH HEMOXJIHBO, TOMY B TAHOMY BHUIIAJIKY
MOYKHA MTPUITYCTUTH MyTaiiito de novo.

[Ipn Hapo)KEHHI IUTUHU 31 CTPYKTYPHOI XPOMOCOMHOIO MepeOyaoBOIO
MOKa3aHe KapiOTUITyBaHHA 0aThKIB, SKIIIO BOHU TUIAHYIOTH 1€ OJIHY BariTHICTb.

BucnoBku. HeobOxigne iHpOpMyBaHHS JKIHOK IIMOJO0  MOKJIMBOCTEH
Cy4yaCHUX METOJIB MPEHATAIbHOI IarHOCTHKHU 1 BAXKJIUBICTh 3BEPHEHHS y JKIHOUY
KOHCYJIbTAIlIl0 HAa paHHIX TepMiHax BariTHocTi. IloegHaHHS MHOXKHHHHUX Baj 1
MIKpOAQHOMAJTI PO3BUTKY 3 HEBPOJOTIYHOIO CHMIITOMATHUKOIO Y HOBOHAPOIKEHOTO
Ha TJII HECTIPHUATIUBOTO MEpeOiry BariTHOCTI € XapaKTEPHUM MPOSBOM XPOMOCOMHO1T
natosorii. Taka nuTMHa MOTpeOye KOHCYNbTAIll TE€HETHKA 1 KapiOTHUIYBaHHS SIK
HadmBuAme. HasBHICTH 3M0pOBUX AITEH Bia MOMEpPEIHIX BariTHOCTEH HE BUKITIOYAE
PU3UK HAPOKEHHS TUTUHU 31 CTIaIKOBOIO TIATOJIOTIETO.
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Jlemuenko Anina Bikmopisua
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[aTepHeT-anpeca myOumikallii Ha CanTi:
https://www.economy-confer.com.ua/full-article/6003/

[IpoGnema XpOHIYHOI 11IeMii TOJIOBHOTO MO3KY Y CBITI Ta B YKpaiHi € OJIHI€IO
3 HalaKTyalbHIIIKX y cydacHii meauiuHi [1, 2]. IlepeOpoBacKkysipHi 3aXBOPIOBaHHS
IPOTATOM 0araTbOX pOKiB IOCITAIOTH APYTe MICIE Y CTPYKTYPi CMEPTHOCTI HAaCEICHHS
VYkpainn micns imemMigyHOi xBopoOu cepus [1, 2]. BaxianBoro BBa)Ka€ThCs POJIb
MOpYIIIEHb BEHO3HOI 1IepeOpaibHOI TeMoIMHaMiKi y (hOpMyBaHHI XpOHIYHOI imemii
rOJOBHOTO MO3KY [4, 5]. [HTerpaJilbHUM MOKa3HUKOM aJanTalliiHUX MOXKJIHBOCTEH
CUCTEMH MO3KOBOTO KPOBOOOITY, 3JaTHOCTI CYIAWH MO3KYy pearyBaTH Ha 3MiHU
yMOB (QYHKIIOHYBaHHS € 1epeOpOBaCKyJIsIpHA PEAaKTUBHICTh. 3aCTOCYBaHHS
(GYHKITIOHATBHUX TIPOO MPHU MPOBEJEHHI AYIUIEKCHOTO CKaHYBaHHS CYIWH 3 METOIO
OI[IHKK IX PEAKTUBHOCTI CYIWH MO3KY O3BOJSi€E 00’ €KTHBI3YBaTH MISUIBHICTH
PETYISITOPHUX MEXaHI3MIB, 110 OMTHMI3YIOTh Ta CTa0LIi3yI0OTh MO3KOBUN KPOBOOOIT
npu 3MiH1 QyHKIioHyBaHHS [6].

Meta pochaimkeHnsi: BuBueHHi ocoOnuBOCTEll 11epeOpanibHOI  BEHO3HOT
reMOJIMHAMIKM Ta BIOCKOHAJICHHI JIarHOCTUYHUX METOMIB Il  BUSBICHHS
aJanTHBHUX MOPYIIEHb BEHO3HOTO KPOBOOOITY TOJIOBHOTO MO3KY Y 0Ci0 3 XpOHIYHOIO
IIIeMi€er0 ToJI0BHOTO MO3KY (XIM).

Martepianu ta metoam. Ob6ctexxeHo 62 mamientd 3 XIM y Bimi Big 48 10
68 pokiB (cepenHiil Bik 55,32+5,47 pokiB), siKi CKJIaJjajdd OCHOBHY TpPYIly, a TaKOXK
29 oci6 Toro 3 BiIKy 0Oe€3 KIIHIYHMX MpOSIBIB 1epeOpPOBACKYIISIPHOI MATOJIOr],
[0 YTBOPWIM TPYNy KOHTPOJO. Y TMAI€HTIB MPOBOAUIUCH Takl AOCITIIKEHHS:
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