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3axBoptoBaHHs, Nos’'s3aHe i3 MYHI (MYH9-related disease (MYHI-RD), — Lie ayTOCOMHO-A0MIHaHTHa cnafikoBa TPOMOOLMTONEHISA, Cnpuyn-
HeHa MyTauisMmn reHa MYH9 i3 xapakTepHUMn NabopaTtopHUMK O3HaKaMK, AK HaABHICTb MraHTCbKVX TDOMOOUMTIB, | 6a30@iNbHUMK LMTONAA3-
MaTU4HMK BKITIOHEHHSAMN B HENTPOMINax (Cxoxmx Ha Tinbuga Jene). Y xBopwix i3 MYHI-RD iCHye BUCOKMI PU3MK PO3BUTKY MyXOTW, KatapakTu
Ta HUPKOBOI ANCOYHKLLT, LLIO HAMYACTILLE BUHVKAIOTb Y 10POCAOMY BiLli. KinbkiCTb TDOMOOUMTIB Yy nauieHTiB i3 MYHI-RD KonnBaeTbCa Bif, TAXKOI
TPpOMBOUMTONEHII A0 Marixe HOPMabHIX 3HAYEHb, X04a 3a3Buyar BoHa € CTabinbHO. CXUMBHICTL A0 reMoparidHinx yeknagHeHb KOpemoe
3 KifibKiCTIO TPOMOOUMTIB | 3a3BMYal BiACYTHSA ab0 0OMEXYETbCA HE3HA4YHUMM KPOBOTEYaMM B NALEHTIB i3 HETSXKKOI TDOMOOUMTOMNEHIEIO.
MpoTe 3a NOCTIMHOI KinbkocTi TpoMOoLMTIB <50x109/1 MOXE NPU3BOANTI O CAOHTAHHWX | MOTEHLIMHO HEGE3MEYHNUX AN KUTTH KDOBOTEY.
MeTta — onucatv KniH4YHWIA BMNaAoK 3axBOPIOBAHHSA, CIPUHMHEHOIO reTePO3UIOTHOIO MyTaLleto B reHi MYHI 3 akueHTyBaHHSaM yBarn Ha
BaXJIMBOCTI FEHETUYHMX TECTIB A1 OCTaTO4HOI BepudikaLii xsopoou.

KniHiyHnii BUnapok. OnvcaHo 0cobnvBOCTI AjarHOCTVIKM 3aXBOPIOBAHHS!, CMPUYVMHEHOMO reTepO3nroTHOIO MyTaujelo B reHi MYHI, y 16-pid-
HOro xnonus. YNpOAOBX XUTTA NPOABM reMopariyHoro CUMHOPOMY B AUTUHM Oynv NOMIPHUMK (NEPIOaMYHO CnocTepiranacd HeadHadHa Kinb-
KICTb CVHUJB Ha LWKIPI, Ha AKi 6aTbki He 3BepTany 0CcobNMBOI yBaru, Mif Yac YmLLeHHs 3y6iB — KPOBOTOUMBICTb 3 ICEH), aHaniau KpoBi AUTUHI
BVIKOHYBa/IMCA 3piaka, 63 BU3HaYEeHHS KiflbKOCT TPOMOOLMTIB. Y X10MLsA BHACAIAOK TPaBMM BUHVIK NEPENOM NPOMEHEBOI KICTKI 3i 3MILLLEHHSAM.
JNikap-opTonea-TpaBmartonor NpoBiB onepatiio 06MexeHOi PeNO3nLLi KICTKOBMX (parMeHTIB i3 NOAANBLLOIO iIMANaHTaLIeto CAvUi Ana Npasnib-
HOrO 3POLLEHHS KICTOK 6e3 ycknaaHeHb. Y peaynbrarax 3AK BUSBNEHO TPOMOOLIMTOMNEHIIO, L0 1 CAOHYKaNO CKepyBaTy AUTUHY Ha KOHCYbTa-
Ljto 00 remaronora. 3a peaynsraramm 00CTEXEHHSA B 3axiAHOYKPAiHCbKOMY CneLianisoBaHOMy AUTASHOMY MEANYHOMY LeHTPI (M. J1bBiB) B ana-
paTHOMY MiAPaxyHKy reMorpamu BUABEHO 3HVXKEHHA KiNbKOCTI TpoMOoumTiB ctaHoBuna (22,0-30,0x109/1), MIKDOCKONIYHMI NepepaxyHoK
TpombouuTiB — 147,0—156,0x109/n, yca nonynsaujs TpoMboumTiB NpeacTaBneHa makpohopmMamu i3 cepeaHiM obcsirom TpomoounTis 14,9 fl.
BuasneHo nobpy arperaiio ToOMOOUMTIB i3 PDICTOLMTHOM Ta 3HUXEHY arperatiio 3 eniHedprHOM, apaxifoHOO KMCNOTOO, Ta aAeHO3MHOM.
Bepudikaujio KiHLEBOrO AiarHO3y 3axXBOPIOBAHHS, MOB'A3aHOr0 i3 MYH9, CnpnYMHEHOro reTepo3nroTHOIO MyTaLjeto B reHi MYH9, nposeaeHo
3a I0NOMOrOI0 CEKBEHYBAHHS FEHOMY.

OTxe, 3aCTOCYBaHHA METOAVIKM CEKBEHYBAHHSA MEHOMY MOXE CMPUATI PaHHIM AiarHOCTUIL CNaaKOBOI MakpOTPOMOOLIMTONEHII, CAPUYNHEHOI
reTepo3nroTHO MyTaujeto B reHi MYH9.

JocninxeHHs BMKOHaHO BiANOBIAHO A0 NPUHUMNIB [enbciHebKoi Aeknapalli. Ha nposeaeHHs A0CniaXeHb 0TpMaHo iHhopMoBaHy 3roay 6atb-
KiB, ONTUHN.

ABTOPU 3a8BNSHOTb NPO BIACYTHICTb KOHMAIKTY iIHTEPECIB.

KniouoBi cnoBa: MakpoTpOMOOLIMTONEHIS, reTepo3nroTHa MyTaLia B reHi MYH9, cexkBeHyBaHHs reHOMYy, AiTn.
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MYH9-related disease (MYH9-RD) is an autosomal dominant hereditary thrombocytopenia caused by mutations in the MYH9 gene with
characteristic laboratory features — the presence of giant platelets and basophilic cytoplasmic inclusions in neutrophils (similar to Dele bodies).
Patients with MYH9-RD are at high risk for deafness, cataracts, and renal dysfunction, most often occurring in adulthood. Platelet counts in
patients with MYH9-RD range from severe thrombocytopenia to near-normal values, although they are usually stable. Propensity for hemor-
rhagic Complications correlate with platelet count and are usually absent or limited to minor bleeding in patients with mild thrombocytopenia,
but may lead to spontaneous and potentially life-threatening bleeding with persistent platelet counts <50x109/I.

Purpose — to describe a clinical case of a disease caused by a heterozygous mutation in the MYH9 gene with an emphasis on the importance
of genetic tests for the final verification of the disease.

Clinical case. Features of diagnosis caused by a heterozygous mutation in the MYH9 gene in a 16-year-old boy are described. Through-
out the child's life, the manifestations of the hemorrhagic syndrome were moderate (periodically a small number of bruises on the skin,
to which the parents did not pay much attention, bleeding from the gums when brushing the teeth), the child’s blood tests were performed
occasionally without determining the number of platelets. The boy suffered a displaced radius fracture as a result of the injury. The orthopedic
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traumatologist performed an operation of limited reposition of bone fragments followed by implantation of a needle for proper bone fusion with-
out complications. During a general blood test, thrombocytopenia was detected, which prompted the child to be consulted by a hematologist.
During the examination at the Western Ukrainian Specialized Pediatric Medical Center, Lviy, it was noted in the hardware count of the hemogram
that the number of platelets was 22.0-30.0x109/1, the microscopic count of platelets was 147.0-156.0x109/1, the entire population of platelets
was represented by macroforms with mean platelet volume 14.9 fl. We found good aggregation of platelets with ristocytin, and reduced aggre-
gation with epinephrine, arachidonic acid, and adenosine. Verification of the final diagnosis of MYH9-RD caused by a heterozygous mutation in
the MYH9 gene occurred by genome sequencing.

Therefore, the application of the genome sequencing technique can contribute to the early diagnosis of hereditary macrothrombocytopenia
caused by a heterozygous mutation in the MYH9 gene.

The research was carried out in accordance with the principles of the Helsinki Declaration. The informed consent of the patient was obtained

for conducting the studies.
No conflict of interests was declared by the authors.

Keywords: macrothrombocytopenia, heterozygous mutation in the MYH9 gene, genome sequencing, children.

Beryn

POMOOIIUTOIIEHIST 4acTO € TeMaToJo-

TiYHUM CHUMIITOMOM TIPU Pi3HUX 3aXBO-

PIOBaHHSX, IO BiAPI3HSIIOTHCS SK TIIa-
TOTEHETUYHO, TaK 1 KJIHIYHO, a IIe 3yMOBJIIOE
PO3IIMPEHUI iarHOCTUYHUI TONIyK. BcTaHoB-
JIEHHSI CIPaBKHIX MPUYMH TPOMOOIMTOIEHIT Ma€e
BKJIMBE 3HAYEHHS, OCKIJIbKM TaKTUKA BEJEHHS
XBOPUX MOXKe CYTTEBO pizHuTHC. [locmizKeHHs
Ma3ka IepudepuyHol KPOBi [0OCI 3aIHIIAETHCS
BAKJMBUM JlIarHOCTUYHUM METOJIOM TIPU TPOM-
GOLMTONEHI], OCKIJIBKM A€ 3MOrY IPaBUJIbHO
Ta PETeJbHO OIIHUTA MOPGOJOTII0 KIITHH YCiX

MMapoOCTKIiB ~ KPOBOTBOPEHHS 3  BU3HAYEHHSIM
HEeOOXiTHOTO — HampsMy  AuQepeHIiiiHo-1iarno-
CTUYHOTO  TIOIIyKY. DBakimBe  iarHOCTUYHE

3HA4YeHHsI TPU  TPOMOOIMTOIEHII Mae pPO3Mip
TpoMOOINTIB. BUSBIIEHHSAOIHOTUITHOT (hPaKIii TPOM-
GOIUTIB BETMKOTO PO3MIpY Tepeadadae HasiBHICTD
CIaIKOBOI MaKpOTPOMOOIMTOIEHII. 3aXBOPIOBaH-
Hs, noB’si3ane 3 MYH9 (MYH9-RD), — e cnaz-
KOBa IIATOJIOTiSI 3 HASBHICTIO TiraHTCBKUX (DOpM
tpomOboruTis. Yci namientu, ypaxkeni MYH9-RD,
BiJl HApOJKEHHS MaloTh TPOMOOIMTOIIEHIIO, SdKa
MO’Ke TIPU3BOAUTH 10 Pi3HOTO CTYIIEHS TeMopa-
rivaux mposie [9,10,29,30]. ¥V 6isbimocti ocib
VIIPOIOBK JKUTTSI PO3BUBAIOTHCS OMMH ab0 Kisb-
Ka JI0JIATKOBUX €KCTPareMaToJIOTIYHUX TTPOSBIB
3aXBOPIOBAHHSA, y TOMY 4YHUCJI HelpoceHCcopHa
BTparTa CJIyXy, 3aXBOPIOBAHHS HUPOK, MTepejicTape-
ya KaTapakTa i/a0o miABUINEeHHS PiBHS IEYiHKOBUX
dbepmentis [2,10,19,20].

Hwuskue onmmcano KIiHIYHAI BUIIAI0K 3aXBOPIO-
BaHHSI, CHIPUYNHEHOTO T€TEPO3UTOTHOIO MYTAITIEI0
B reni MYHY, y micTHaAISATUPIYHOTO XJIOMIIS.
HocmikenHd BUKOHAHO BIiJIMOBIIHO /10 TPUH-
numiB lesbcincbkoi gekmaparii. Ha mpoBemenus
JOCTTiPKEHb OTPUMAHO iH(MOPMOBaHY 3roy GaThb-
KiB, TUTHUHU.

114

Mema nocaijpKkeHHS — IIOKa3aTH BasKJIUBICTH
MMPaBUJIBHOTO TPAKTYBaHHS Pe3yJbTaTiB 3arajb-
Horo aHamizy kposi (3AK), BMiHHS iHTeprpeTartii
yCiX OTPUMAHMX MOKA3HWKIB i3 3aCTOCYBaHHIM
reMaToJIOriYHOro aHajxizaropa Ta 3 OOOB SI3KO-
BUM MIiKPOCKOIIIUHUM IIPAaXyHKOM TeMOTrpamu,
[0 MOKe HabJM3UTH JKaps 1O BCTaHOBJIEHHS
MMPaBUJIBHOTO JIiaTHO3y Ta aKIEeHTyBaTH yBary Ha
BaKJIMBOCTI TEHETUYHUX TECTIB /I OCTATOYHOI
Bepudikariii xBopoou.

Kainiynuii BUnamox

[lo muTg4oro reMaTosiora 3BepHYBCS Y JIIOTOMY
2023 poxy 16-piuHnii MAIiEHT i3 MPUBOIY TPOM-
GorToNeHil Ha remMorpami. Y XJIOINIIS BHACJIi-
JIOK TPaBMU BUHWK TIE€PEJIOM TTPOMEHEBOI KiCTKHU
3i  3mimennsaMm.  Jlikap-opTomea-TpaBMaTOJIOT
IIPOBIB oIeparliito 0OMeKeHOI Perno3ullii KicTKOBUX
(bparmMenTiB i3 MOAATBINOIO IMIJIAHTAIIEIO CITH-
i /I [PaBUJBHOTO 3poleHHs KicTok. Ilix yac
npoBenertss 3AK BusBiIeHO TPOMOOIUTONEHITO
<30x109/n1 (mBa aHami3W TPOBEIAEHO MOCIIiJIb
y Ppi3HMX JabopaTopisix), MO W CHOHYKalIO CKe-
pyBaTH [IUTHHY Ha KOHCYJBTAIIO /0 TeMaToJo-
ra. Crix 3a3HAuUTH, O ONEPATUBHE BTPYYAHHS
HE CYIPOBOKYBAJIOCS HAAMIPDHOIO KPOBOTO-
YuBicTIO. 3 aHAMHE3Y JKUTTS Bi[OMO, IO AUTUHA
pocyia Ta po3BUBAsacst 100pe, 4acTo He XBOPLJa.
YiponoBx KUTTsI criocTepirasacs ImoMipHa Kijb-
KiCTh CHMHI[IB Ha MIKipi, Ha AKi 6aTbKK He 3BepTajin
0cob6BOT yBaru. XJIOTEIb Bifi3HAYa€ KPOBOTO-
YUBICTH 3 SICEH IPH yuIileHHi 3y0iB. I3 MeanuHO]
JIOKYMEHTAI1 BUSIBJIEHO, IO I/l 4ac IJIAHOBUX
MeorIsAIiB abo 3a morpeOu BukoHyBaBcs 3AK
6e3 migpaxyuky tpomborutis (Tp). 3i caiB ma-
Tepi, ciMelHUI aHaMHe3 He OOTSIKeHWil, y Bigo-
MUX POJNYIiB HEMAa€ BaJl PO3BUTKY, CXUJbBHOCTI
JI0 KPOBOTEeY, NATOJIOTil CJyXy, 30py Ta HUPOK.
3a pesyJabraTaMy OTJISI[Ly TeMaTOJOTOM CTaH [IU-
TUHU 3a70BinpHUN. Ha mKipi HMKHIX KiHITIBOK
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i B npasiil KayOOBill AIIAHII HAsABHI HOOJMHOKI
reMOpariudi BUCUTIAHHS MIiKPOIUPKYJIITOPHOTO
Ty — TeTexii Ta ekximosn. Jlimdompomidepa-
TUBHUU CUH/IPOM BiJICYTHI.

3araimbHuil anaji3 Kposi: epurporutu (Ep) —
5,46x1012/51, remorsnobin (I'6) — 149 r/um, neiiko-
it — (Jle) 8,61x109/1; nefikonnrapua opmyia:
6azopimn — 1%, eosunopimu — 6%, maaMIKO-
anepai — 1%, cermenrtosmepri — 51%, mimdo-
mutu — 31%, monomutu — 10%, Tp — 22x109/1,
cepezniii 0bcar tpomboruTis (MPV  — mean
platelet volume) — 14,9 fl. Tlicist eperssiLy Maska
nepudepryHOl KPOBi yCsl MOILYJISIis TPOMOOIUTIB
MaJla TiraHTCbKi PO3Mipu y 3BUYANHIN KiJIbKOCTI
(puc. 1 a-T). 3a MIKPOCKOMIYHUM TMiPaxXyHKOM
Tp y masky nepugepudHoi KpoBi 3a METOIOM
Domnio, ix umcao cranosuyno 147x109/m1. Pexo-
MEH/IOBAHO: BUKOHATU JIOCJI/KEHHS (DyHKITT
Tp, koarysiorpamy Ta MOJIEKYJISIPHO-TEHETUYHE
JOCJI/UKEHHST TSI BUKJIIOYEHHsT TpoMOacTeHil
[manmvana, matosorii bepunapa Cymbe, myTartii
B reHax MYHY9, GATA1, platetelet type vWD
Ta iHmux xBopob. Koarysjorpama: akTHBOBaHWIA
TpoMmboIuTacTHHOBUIT 4yac — 23,6 ¢ (HopMa —
23,2-35,2 ¢), nporpombinoBuii yac — 14,1 ¢ (Hop-
mMa — 11,0-14,0 ¢), nporpombiHOBUII iHIEKC —
91,0% (mopma — 80,0-120,0%), dpidbpunoren —
2,7 rv/n (mopma — 2,0-4,0 t/n), eranosoBuit
TecT Big'emuuii. PiBenb dakropa xoarysdiii (F)
VIII — 127,0% (sopma — 50,0—-180,0%), dakro-
pa ¢on Bimrebpanga (pucrorernH-KopaKTopHa
akTuBHIicTh) — 118,0% (Hopma — 70,0—150,0%).

Jlocmimkerns arperaitii TpoMOOIIMTIB TPOBeEIe-
HO B I[UTPaTHii, OGarariii TPOMOOIMTAMK ILIa3Mi,
Ha arperomerpi <«AggRAM». Ha wmomenT mo0-
CJIJKEHHST  KiJIBKICTh TPOMOOIUTIB CTaHOBUJIA
156x109 /11, 3a MiKPOCKOITHUM MiIPAXyHKOM Y Ma3-
Ky TiepudeprudHoi KPOBi, OCKIJIBKU TIepeBaKaIu
Makpodopmu TpombonuTis. Criocrepirangacs 3Hu-
JKeHa arperartis 3 aieHo3uHamdocharom (KOHIEH-
Tpaitist — 5 MKMOJTb) — 37,7% (Hopma — >60,0%),
3 apaxilloHOBOI0 KUCJIOTOIO0 (KOHIEHTpaIlis —
1 mmoab) — 5,6% (Hopma — >60,0%), 3 emnited-
punom (kourentpaiis — 10 mxmonp) — 19,1%
(nopma — >60,0%). Ilicsis momaBaHHsT PUCTOIETH-
Hy (koH1IeHTpalisg — 1,0 Mr/mi) arperaitig mpoxo-
mua HopMaibHo 77,1% (nopma — >60,0%). Ipo-
BeJICHO [TOBHE €K30MHE CEKBEHYBaHHsI BJ1ab0paTopii
3 billion (m. Ceyur, Pecriy6urika Kopest) i BusiBiieno
naToreHHUH BapianT y reHi MYH9 y retepo3uror-
HOMY CTaHi; TeHOMHa mo3utis: 22-36680520-C-T
(GRCh37); JHK: NM 002473.6:c.5521G>A;
6iok: NP _002464.1:p.Glu1841Lys. Aymiorpa-
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Ma, odTasbMoJIOriyHe 06CTeKeHHs, OloXiMIYHMIA
aHasi3 KpOBi, 3aTaJibHUH aHa/i3 cedi B TMalli€eHTa
Ha vac obcTexenHst — 6e3 3miH. barbkam martieHTa
3anpornonosano Bukonatu 3AK B ymoBax KiiHiu-
Hoi naboparopii KHII JIbBiBebkoi obacHol pagu
«3axiTHOYKPATHChKUM CITeIiali30BaHUN JAUTIUNI
MEIUYHUN TEeHTP» 3 MEePErJis/oM Tiji MiKPOCKO-
MOM Ma3KiB iXHbOI mepudeprnyHoi KpoBi 3 METOIO
BUSIBJIEHHS TTOTEHITIHHOTO HOCisT XBopoOu. batbkn
JMUTUHU BiIXUJIAIN TTPOTTO3UIIITO.

Oo6roBopeHHs

Cnazkosi Tpomborurornenii (CT) — e rere-
poreHHa Tpyma PiAKICHUX 3aXBOPIOBaHb, Ha SKi
npumagae OJu3bKO 5% YCiX i307bOBAHUX TPOM-
GOIUTOIEHIH, 1110 BUABJISIIOTHCS BiJ HAPOIKEHHS.
IIpu CT cnocrepiraerbcst 3HUKEHHS KiJIBKOCTI
TPOMOOIIUTIB i TeMOpariyfi yCKJIaJiHEHHs Pi3HOTO
crynens. CT moxna knacudikyBatu 3a pisHUMEI
O3HAKaMU: TUTIOM YyCT/[KyBaHHS, TMEBHUM MOJie-
KyJIAPHO-TEHETUIHUM  7Ie(heKTOM, MEXaHi3MOM
PO3BUTKY, PO3MIipOM TPOMOOIUTIB (HOPMaJIbHI,
BeJIVKi, MaJeHbKi), HASIBHICTIO IHININX KJIHIYHUX
MPOSIBIB (BiICYTHICTh ITPOMEHEBOI KiCTKU, HUPKOBA
HEJIOCTAaTHICTh, IJIyXOTa, Karapakra) i Jabopa-
TOPHUX [TOKa3HUKIB (MiKpOIMTO3 €pPUTPOIIUTIB,
BKJIIOUEHHS B HelTpodinax, Tectn Ha (DYHKIIIO
TPOMOOIIUTIB, BHU3HAYEHHSI MYJIBTUMEPIB (hak-
topa Bimebpanga Tomo) [3,4,14,17]. Onniero
3 "ozosoriuaux rpyn CT € MYH9-acomiiioBana
CIIaJIKOBa TPOMOOIUTOIIEHIs], IO TOEIHYE YOTH-
pU 3aXBOPIOBAHHS, BiJIOMI paHille TiJ TaKUMU
HazBamu: aHomasis Meg-XerrauHa, CUHAPOM
Dexthepa, cungapom Emmreiina, cungapom Ce-
Gactbsina. 1li 3aXBOpIOBaHHs XapaKTepU3yBaJIH-
cs1 TPOMOOIIMTOIIEHIEID 3 BEJUKUME a00 TiraHT-
ChbKUMM TpoMmbouuTamMu 1 AudepeHIioBagIncs
Ha IIi/ICTaBl HASIBHOCTI BKJIIOUYEHb, CXOKUX Ha TiJb-
g [lene B HelTpodinax, ta KoMmOiHAIl iHIINX
KJIIHIYHUX MPOSIBIB — TJIyXOTH, Hedpormarii, KaTa-
paktu [2,11,15,16,19,20,21,23,29,30]. Ipynuryio-
Y1Ch HA (PEHOTUTIIYHNX O3HAKAX 1 HASTBHOCTI BKJIO-
4eHb y HeWTpodisax, SAKi MOTJIM He BUSABJIATHUCS
y MasKax KpOBi, IIi 3aXBOPIOBaHHS OYyJIO JIOCHUTH
ckaaano audepeniioBati. KiliHiuHi 03HaKM TIpU
X CHHIPOMAX MOKYTb PO3BUBATHUCS MPOTITOM
JKATTST 1 PIBHUTHCS HABITH Y YJIEHIB OJHIET CiM'T.
3a  pesyJbraTaMyd  MOJIEKYJSIPHO-T€HeTUYHOTO
o0cTeKeHHs ciMeil 13 UMK CUHAPOMaMK BUSIBJIsI-
sucg cuerudiuni myraitii B reri MYH9. [lopyien-
HA cayXy (CeTeKTUBHA HEIOCTATHICTh BUCOKUX
TOHIB) 1 KaTapakTa [iarHOCTYBAJIUCS BiJIIIOBIIHO
y 83% i 23% mnarientiB. Y HUX CIIOYATKY JiarHo-
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cryBasiacs aHoMmasliss Mes—Xerryina abo CUHAPOM
CebacrbsHa. ITaTosorii HUPOK, Taki K remarypist
i TpOTEiHypid, BiAMiYaJINCS HE JIUIIE B MAIIEHTIB,
y SKUX BcTaHoBJeHo cunjapom DextHepa i cuH-
npom Eminreiina, ane l y Tux, y aKkuxX BepuikoBaHO
aHomasiio Mes—Xerriina i cungpom CebacTbsiHa.
Taki ksiniuHi cocrepeskenns ganau amory M. Seri
(2003) miiiT; BUCHOBKY, 110 aHoMmasis Mes—Xer-
riina, cuagpom Cebactbsta, cunapom DextHepa
i cuaapom EnmTelina He € pi3HUMU OJWHUIISIMU,
a pajiiie — €IMHUM 3aXBOPIOBaHHsIM 13 Oe3repe-
PBHUM KJIHIYHUM CIEKTPOM, SKUI BapilOETHCI
BijI JIeTKOT MaKpOTPOMOOLUTOIIEHIT 3 JIEHKOITapP-
HUMU BKJIOYEHHSIMU /IO TSKKOI (hOPMU, YCKITajl-
HEHOI BTPATOI0 CJYXY, KaTapaKTOl i HUPKOBOIO
HeJIOCTaTHICTIO. TakuM YMHOM, I[i YOTHPU CXOXKi
CUHAPOME O00’€IHAHO B OJHY HO30JIOTIYHY TpPY-
1y, 10 BKJIOYAE YCi TeTepOoreHH1 BapiaHTu He-
3aJIeKHO BiJl HASBHOCTI BKJIOYEHb y HEUTpodi-
nax abo kminivaux mpossiB [30]. [l 1iel HOBOI
HO30JIOTIYHOT OJIMHMIL 3aITPOIIOHOBAHO TEPMiH
«3axBopioBaHHs, TToB’sa3aHe 3 MHY9», axuit kpa-
nie iHTEpIpeTye OCTaHHI 3HAHHS B 1IN ramysi
Ta BHU3HAUA€ YCiX MAIiEHTIB i3 PU3UKOM PO3BUT-
Ky sedexTiB HUPOK, ciayxy abo 3opy [1,6,19,20].
3axXBOPIOBAHHS Ma€ ayTOCOMHO-/IOMiHAHTHUHN THTI
VCIAJIKyBaHHS 1 PO3BUBAETHCST BHACIZIOK MyTaIliid
y reni MYH9, 110 Kosye CUHTe3 TSXKKOT'O JIaHIIora
HeM’si30Boro Miosuny 1A (heavy chain nonmuscle
myosin — HMM-ITA). Bizomo ximbka izohopm
HEM SI30BUX MIiO3MHIB JIOAUHU (MOTOIPOTEIHIB):
HMM-ITA, HMM-IIB, HMM-IIC, Bixnosimaib-
HUX 3a MiATpUMaHHS (GOpMH Ta MOOLIBHICTD
kaitua. HMM-ITA — crpykTtypHuil ejleMeHT 1u-
TOCKeJIeTa MerakapioluriB, TPOMOOIUTIB, JIEHKO-
IUTIB 1 KJIITUH JeIKUX 1HIIUX TKAHUH — BYIITHUX
PaKOBMH, HUPKOBUX KJIyOOUKiB, KPUIINTATINKA OKa
[1,19,20]. Ten MYH9, mo Kojaye cHHTE3 MOJe-
kyan HMM-ITA, posramoBanmii Ha XpoOMOCOMi
22q12-13 i cryayaerbes 3 41 eK30HYy: nepHIui ex-
30H — HEKOJYI0Unif; ek30HU 2—19 KoyIoTh CUHTES
MOTOPHOT'O ZIOMeHY; ek30H 20 — IPOMIisKHOTO J10-
MeHy; ek30Hn 21-40 KomyioTh XBOCTOBUI JIOMEH.
Ommcano 49 pisaux myTariiit y 14 ex3onax;y 6 3 Hux
(ex3onm 2, 17,27, 31, 39, 41) myrartii TpamnisrioTbCst
Haituacrinie. Y pasi po3BUTKY MyTalliil y MOTOPHO-
MY YU XBOCTOBOMY /IOMEHAX IOPYUIY€ETbC (DYHK-
1iIOHAJbHA aKTUBHICTH MOTOIPOTEIHY, YHACJIIOK
MOPYIIYETHCS CKOPOUYYBAJIbHA i ceKpeTopHa (hyHK-
i KJIITUHU, TepeuacHO BUBIIBHAIOTBCS BEJIUKI
MOJIOZIi TPOMOOIIUTH 3 KiCTKOBOTO MO3KY, PO3BH-
BaIOTHCS 1HIN HETeMaTOJIOTiuHI TTPosBU (IIyXO0Ta,
Hedpomaris, karapakra) [1,4,9,10,11,17,26,27,33].
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[cnye mymka mpo HasBHICTD TEHOTUTI-(DEHOTUTTHUX
kopesaiit mpu MYH9-RD. Tak, myTartii B MoTOp-
HOMY sioMeHi (ek30HM 2, 17) yacTile acoIiooThes
3 TSIZKKOI0 TPOMOOIIUTOIIEHIEI0 Ta PO3BUTKOM HeTe-
MaTOJIOTIYHUX MPOSIBIB, HI’K MyTallil y XBOCTOBOMY
nomeni (ex3onn 27,31, 39,40) [1,2,17,25,31,35,36].
[Tormupenicte MYH9-RD B Itanii omiHioeTbcs
B aianmazowni 1:300 000 — 1:400 000. ¥ BcboMy cBiTI
3apeectpoBano nonaj 300 poxoBoniB MYH9-RD
[20]. MYH9-RD ngiarnoctyerbesi B Maiike 65%
BUIIAJIKIB 32 HasIBHOCTI B CiM’1 XBOPOTO pOJH-
ya, y 35% BUHUKAIOTH CIOPAJAWYHI TeHeTUYHi
MmyTatii. KoxHe HacTymHe MOKOJIHHS TaIli€eHTiB
i3 MYH9-RD mae 50% iMoBipHOCTI ycrajKyBaHHs
natoreHHoro Bapianta MYHY. Ilicia BusgBieHHS
naroresHoro Bapianta MYHY y poiuni MOXKIMBe
[peHarajbHe TeHeTUYHe TeCTyBaHHS y BariTHHUX
i3 NiABUIIEHUM PU3UKOM HAPOJKEHHS AUTUHU
3 MYH9-RD [1,20]. BpaxoByiouun OoTpuMaHy BiJ
MaTepi maiienTa ingopMallio mpo ciMeiiHui aHa-
MHe3, He BUKJIOUEHO, 0 Y XBOPOTO € CITOPaInIHa
myTatist MYH9, ogaak orpumartu J1abopaTopHOTO
HiZITBep/KeHHsI HaM He BJIaJIOCs.

Y mnamientis i3 MYH9-RD Bix mapoxeHHs
MOJKJIMBE 130TbOBaHE 3HMKEHHS KiJIbKOCTI TPOM-
OOLUTIB PI3HOrO CTYIEeHs BUPA3HOCTI Ta BEJIMKI
abo riraHTCchbKi (opmu TpomOoIMTIB (miamerp
TpoMbOOIUTIB — TOHaA 3,7 MKM i/a060 HasBHICTbH
noHax 40% TpoMmOOIUTIB iaMeTpoM  TIOHA[
3,9 MKM — Ile TIOJIOBWHA JliaMeTpa €PUTPOITUTA).
Y pasi sacrocyBaHHsI aBTOMAaTUYHUX TeMaTOJIO-
FYHUX aHali3aTopiB  KJITUHU  PO3IMI3HAIOTHCS
3a po3mipoM. A Besmki abo rirantchki Tp amaparom
MOXKYTh OyTH TIOMIJIKOBO KJIacu(ikoBaHi siK epu-
TPOLIUTH, a OTKe, yncjao Tp aHamizaTop paxye sk
3HMKeHe. 3 1€l K TPUYMHU He 3aBXK/11 MOKHA J10-
CTOBIPHO OIiHIOBATH PO3Mipu TpoMbouuTiB MPV,
IHKOJIM TeMaTOJIOTIYHUI aHaJi3aTop B3araji He BU-
pPaxoBY€ IIbOTO MOKa3HMKa. ToMy 71 TpaBUJIbHOL
OIIIHKY KiJTbKOCTI Ta po3mipis Tp morpibeH ix Bi3y-
QJIBHUN MTi/[PaXyHOK Yy Ma3Ky nepugepuaHoi KpoBi
[24]. B onmcanomy HamMu KJIIHIYHOMY BUIIQJIKY
3a pesyJbraTaMy anapaTHOTO MiJIPaxyHKY TreMo-
rpamu guciao Tp cranosuso 22,0—-30,0x109/m7,
a 3a pe3yJbTaTaMi MiKPOCKOITIYHOTO TlepepaxyHKy
Tp — 147,0-156,0x109/1, ycst nomyJisiitisi TPOM-
GonuTiB Oysa mpejcTaBieHa MakpohopMamu i3
cepentiM obcsirom tpombonutis 14,9 fl. Yactuna
riranTcbKuX Tp Majia po3Mip epuTpoIUTIB, a 3HAY-
Ha YacTHHA TPOMOOIUTIB TIEPEBUIILyBaia PO3MIipH
eputporuTis (puc. 1 a-T).

3a JaHUMU HU3KW MyOJiKariif, miciast Mikpo-
CKOITIYHOTO Teperyisijly MaskiB rnepudepudHol
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KpoBi, modapboBannx 3a PomaniBcbkum—Tim3e,
y 15-84% martientiB y HelTpodiiax BUSBISIOTHCS
crenuiyHi UTOIIA3MAaTUYHI BK/IOYeHHs (Oij1-
KOBi arperat aHomaiabHOro Oinka HMM-ITA)
pisHoi popmu (KpyrJii, OBaIbHi, BEPeTEHONOIiOH )
1 po3mipiB, cxoski Ha Tisabug [lesne [1,2,24]. IIpore
He 3aBJK/IU IIUTOJIOT MOKe X BUSIBUTH yepe3 Jpio-
Hi posmipu. HasiBHicTb THIOBUX GiJIKOBUX arpe-
ratiB anomasnbHOro Oiika HMM-IIA y riuroriasmi
HeUTpo(diJiB € MaTOTHOMOHIYHOIO O3HAKOIO JIJIs
miTBep/UKeH s fiarnoly. Ileperssimatoun Masku
nepudepruyHoi KpoBi, HaM He Baasocs Bepudiky-
BaTW Taki crenuivyHi BKIIOUEHHS B IUTOILIA3MIi
HeUTpodiIiB.

YueHi CTBEPIXKYIOTb, 1O JOCHIJKEHHS arpe-
rarii  TpoMGonMTIB, IXHBOI  (DYHKIIOHATBHOI
AKTUBHOCTI 32 JIOTIOMOTOI0 IIPOTOYHOI IUTOMETPIl
Ta TMYHKIlis KictkoBoro Mo3ky npu MYH9-RD ne
MalOTh J[IaTHOCTUYHOTO 3HA4YeHHS, ajie MOKYTb
OyTH KOpUCHUMM i AudepeHiiiioi  miarto-
CTUKHU B JIEIKUX KIIHIYHUX BUTAJKaX. 3a3BUYail
y KiCTKOBOMY MO3Ky HEMAa€ 3MiH y Merakapioiu-
TApHOMY TIAPOCTKY, KIJbKICTh MErakapioluTiB
i3 HOpMasIbHOIO MOPGOJIOTiIEI0 HOPpMaIbHa a00 He-
3HauHO 30iibiena [32]. Hamu mpoBeeHo mocii-
JUKeHHSI Ha arperaiiiiny 37atHicTb Tp i BUSIBI€HO
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Puc. 1 a—r. MikpockoniyHe gocnigXeHHs Maska nepnudepunyHoi KpoBi. Monynsuis TpoMOoLmMTIB NpeacTaBieHa Makpopopmamm
PO3Mipy epUTPOLMTIB, 3HAYHA YaCTUHA TPOMOOLUUTIB NEPEBULLYE PO3MIPU EPUTPOLUTIB

106py arperaitito TPOMOOIITIB i3 PiCTOIUTHHOM Ta
3HIDKEHY arperaiiio 3 emniHe@puHOM, apaxiJ[oHO-
BOIO KMCJIOTOIO Ta aJIeHO3WHOM (pHC. 2).
Acmipariiita 6iorcist KicTKOBOro MO3Ky He Ipo-
Bogmiacst. B. Utsch rta cmiBast. (2006) moBimo-
MUJIH 1TPO HOBOHAPO/KEHY JIiBUMHKY 3 /[IarHO30M
cungpomy Emnmireiina, ska Maja reTepo3uroTHy
MyTaiiifo B reni MYH9. KiiniuHo B Hel He BUSBU-
JIV TJIyXOTH 200 HepUTYy, X0ua aBTOPU TIPUITYCTH-
JIM, 110 3TOJIOM Taki 3MiHU BUHUKHYTBH, aje Jabo-
pPaTOPHO  BUSIBJISIUCS  MaKPOTPOMOOIMTOIIEHIsT
Ta TopyIieHHs arperaiiitnoi dyukiii Tp 3 ageno-
aunaudochaTom i aspeHasiHoM. Y JTUTUHU BUSIB-
JIEHO MHOKMHHI CTUTMU: fliacTad cuMisy, ericria-
JIMYHY BIIKPUTY yPeTPaIbHy OOPO3HY, PO3ABOEHHS
KJITOpa i MaJIuX cTaTeBuX Ty0, BIAKPUTY TLIACTHH-
Ky CE4OBOTO MiXypa Ta IMOIBOEHHS TMiXBH [32].
Hiarno3 MYH9-RD ninospioioTh Ha MijcTaBi
reMaToJIOTIYHNX O3HaK 1 MOYKJIMBOTO 3BS3KY
3 eKCTpareMaroJoriyHuMu mposgBaMu. KiriHiyni
[POSIBM XBOPOOU JIOCUTH TeTeporeHHi. TssKKicTh
nepebiry reMoparivHOro CHHAPOMY HaityacTiire
Kopestioe 3 uncaom Tp. KpoBoteui, 1110 3arpoKyIoTh
JKUTTIO, PO3BUBAIOTHCS HEYACTO, OIMCAHI JIMIIe
MOOJIMHOKI BUIAJKU CHOHTAHHUX BHYTPIllTHbOYE-
penrHuX KpoBOoBUJNBIB [1]. [IposBu remopariunoro
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Puc. 2. JocnigxeHHs arperauii TpomM6ounTiB. BusBneHo 3HMXeHy arperadiio 3 ageHo3nHandocdarom, apaxigoHOBO KMCIOTO Ta

eniHeppnHOM, BOOHOYAC HOPMaJlbHY — 3 PUCTOLLETUHOM

CUHJIPOMY CTIOCTEPITalOThCA BiJl JIETKOTO YTBOPEH-
H CHUHIIIB, KPOBOTEY MicCJsA XiPYypriyHUX MaHimy-
JIAIIHN, TpaBM, 3aCTOCYBaHHS Iperaparis, 10 TO-
PYIIYIOTH arperarfito TpOMOOIHTIB, 10 CIOHTaHHUX
kposotey [16,21].

D.J. Rabbolini ta cmisasr. (2018) BizzHayaoTh
JacTe BCTAHOBJIEHHSI TIOMUJIKOBOTO JIIarHO3Y I1hO-
r0 3aXBOPIOBAaHHS SIK IMYHHOI TPOMOOIIMTOIIEHIT 3
HO/IAJIBIITAM HEMPaBUIbHUM JIiKyBaHHAM. Ocob6/11-
BOCTI, 1110 MPU3BOJATD /10 HEITPABUJIBHOTO J[iarHO-
3y, BKJIIOYAIOTh BiJICYTHICTb CIMEIHOrO aHamHe3y
Jyepe3 MOsIBY MyTalliii de novo y 20—-35% Bumaj-
KiB; CUMIITOMM KPOBOTEYI, IKi 4aCcTO € JIETKUMHU 1
He 3aBXK/IU TTOBIIOMJISIOTLCA B AUTUHCTBI; He3/1aT-
HICTb aBTOMaTU30BaHUX JIYMJIBHUKIB IOCTOBIPHO
oriHuTH KizsbKicTb Tp Ta ixHiil posmip (MPV) ue-
pe3 HasgBHICTb TIraHTCHKUX TPOMOOIINUTIB; TATOIHO-
MOHIUHI BKJIIOUeHHSI HEUTPOMILIIB, SIKi HE 3aBXKIN
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nobOpe BUIHO HA Ma3KaX KPOBi, 3abapsiennx 3a Po-
MaHOBcbKkUM—Iim3e [23].

Y xBopux Ha MYH9-RD ymponox XKurt-
TSI PEECTPYIOTHCS OfMH ab0 KibKa I0JaTKOBUX
EeKCTPareMaToJIOTIYHUX  TPOSIBIB  3aXBOPIOBAH-
HS, Y TOMY YHWCJi HEePOCEHCOPHA BTpaTa CIYXY,
Hedporaris, peceHisbHA KaTapakTa i/abo rimep-
Tpancdepazemis [20,21]. ¥V nosioBuHM mNallieHTiB
i3 MYH9-RD crioctepiraeTbces i iIBUITIEHHS TT€YiH-
KOBUX (DepMEHTIB y CHpOBaTIli KPoBi 6Ge3 03HaK
1meyinkoBO1 HejocTaTHOCTI [19]. Ak pannHs o3naka
ypakKeHHsI HIPOK Y XBOPUX (DiKCYETHCS B 3arajib-
HOMY aHaJIi3i cedi MPOTeiHypid Ta MiKporeMaTypis
[6,7]. B onucanomy HaMu BUIAJKY TOKa3HUKHU
MeYiHKOBUX (hepMEHTIB, 3arajJbHUI aHami3 cedi
Ha yac 00CTeKEeHHsI XBOPOTo Oy B MeKax BiKOBOI
HOpPMU. 3a pe3yJbrataMu ayJioMeTpii XxapakTepHe
3HIDKEHHS CITyXy MOXKe BUSIBJISITUCSI BXKe B IepIi
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10 pokiB KUTTS Talli€eHTa Ta MBUAKO IPOTPECy-
Batu 3 pokamu [1,22 34]. Heifipocencopna riyxo-
Ta BUHUKAE B opocyomy Bili y 80—85% xBopux.
Y 6musbko 50% cepeHiil BiK moyaTKy 3aXBOPIO-
BaHHA cTtaHoBUTH 31 pik. [loyaTok BTpaTh Ciyxy
PO3TOIIIAETHCA PIBHOMIPHO 3 TIEPIIOTO IO MIOCTE
necsatunitrst. Ceper 0cib, y SKUX PO3BUBAETHCS
BTpaTta ciayxy, 36% BimuyBaioTh 1ie 10 20 pOKiB,
33% — y Bimi Bixg 20 mo 40 pokis, 31% — micus
40 poxiB sxkutta. HupkoBe ypaxeHHs crioctepi-
ra€TbCsi B TPETHHH MAIlieHTiB. Y 25% cepemHiii
Bik ypaskeHHd HUpOK nipu MYH9-RD cranoButh
27 pokiB. ¥ OGisbImocTi 3 1ux ocib cepiiozHe ypa-
JKeHHS HIPOK PO3BUBAETHCA B Tiepiiti 20 pPOKiB JKUT-
Ts1 Ta B 70% BUIAJIKIB IIPOTPECYE 10 TEPMiIHAIBHOT
cTajiii HUPKOBOI HEOCTATHOCTI TIPOTSTOM KiJIBKOX
poxkiB. Ilepii nmpogsu Hedponatii — npoTeiHypis
Ta MiKpoOremarypisi, IpoTe reMaTypis Moxe OyTh
gk 1poss  Tpombouuronenii  [1,6,7,20,22,28].
Y nmesxux BUmMazkax ypakeHHS HUPOK MOKe BU-
HUKHYTH Mi3HiIre i/a00 MOBIIbHIIIe TPOTPECYBATH.
KarapakTa 3a3Buuaii po3suBaerbest y 16—20% mna-
IIEHTIB, cepelHill Bik Ha MOMEHT peecTpaiii —
37 POKIB, OJIHAK € TOBIJIOMJIEHHS i TIPO BPOJIKEHY
karapakry. Haifuacrine BusBisieTbes Oiarepaib-
He ypaskeHHsI, ke 3rofioM iporpecye [20].

[l yTOUHEHHST MOJIEKYJISPHOTO TOXOKEHHS
3aXBOPIOBAaHHS TIPOBOIUTHCS MOJIEKYJISIPHO-TEHE-
tryHe oOcreskenns [10,20,25,27].

Kriniune mikyBawHs mamieHTiB i3 MYH9-RD
3 TIOMIPDHOIO 1 TSKKOIO TPOMOOIMTOINEHIE0
€ CKJAJHUM 4Yepe3 PIiKICHICTh 3aXBOPIOBAHHSA
i BIZICYTHICTb 3araJibHONPUHHATUX TepaneBThY-
HUX pekomenalliii. Ile 0co6gMBO BaKIMBO B pasi
CIIOHTAaHHWMX eIi30/iB KpoBoTedi i/abo HeoOXij-
HOCTI Xipypriunoro Brpydanud. OcCHOBOIO Teparii
namienTis i3 MYH9-RD e mynsrupuciuiiinapte
JIIKyBaHHS TeMaToJioTaMu, Hedpojoramu, OToJa-
puHTONIOTaMu Ta odTambmosnoramu. llarienTam
i3 MYH9-RD, gk inmmum xBopum Ha CT, ciin yHU-
KaTH TPaBMOHeOe3MeuHIX CUTYAIlill, 3aCTOCYBAHHST
Hperaparis, M0 MOPYIIYIOTh arperaiio TpoM6o-
1uTiB i KoaryJsiito. JlikapsM HeoOXifHO yBaKHO
BUBYATH IHCTPYKILii 1O/I0 3aCTOCYBAHHSI Me/IUKa-
MEHTIB mepesl mpusHadeHHsM. HeoOxiqHa Takoxk
MOTepe/IHs MiIT0TOBKA 1HBA3WUBHUX MAHITTYJISIIIM.
[Tpu TsxKKiiE TPOMOOIUTONEHIT MOXKe 3HAL00UTH-
s JTIKyBaHHs, CIIPSMOBaHe Ha 3yIIMHKY KPOBOTeEU.
Y pasi po3BUTKY cepito3HNX Mpody3HUX KPOBOTEU
nepesl BeJIMKUMH OTEPAaTUBHUMU BTPYYaHHSIMU
BaKJINBO MPOBOANUTHU 3aMicHi Tpancdysii Tpombo-
KOHIIEHTPATy. 3 METOI0 3arobirantst aoiMyHisarii
notinbHo mipoBoauT Tpancdysii HLA-cymicaux
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Tp. ¥V pasi momipHoi kpoBoTeui GyBae e(heKTUBHOIO
MiclleBa Tepallisi: TAMIIOHYBaHHSI IIPU HOCOBIi KPO-
BOTEYi, YITMBAHHS TPaBMAaTHYHUX ab0 Xipypriu-
HUX paH, 3aCTOCYBaHHS KOMIIPECIHHUX I1OB’SI30K.
VY neskux Bunajgkax 1npu KpoBoTeyax 3i CAU30BUX
060/10HOK 200 TIJTYHKOBO-KUIIIKOBUX KPOBOTE-
Yax 3aCTOCOBYIOTh CHCTeMHI aHTU(hIOPUHOITHYHI
nperapaTi — TpaHeKcaMoBY ab0 aMiHOKaIpOHO-
BY KHCJIOTH, TIPY MeHOparii MOKJInBa crenudid-
Ha TopMmoHoteparniga [23,37]. [lecmomnpecun ciifn
3 00EPEKHICTIO IPU3HAYATH [IPU TiEPTOHIi, GPOH-
XiaJbHIM acTMi, TUPEOTOKCUKO3i Ta HedpuTi Ta
He TIPU3HAYATH JIITAM BIKOM JI0 2 POKIB, OCKiJIbKI
rpernapaT BUKJIMKAE 3aTPUMKY PiJIMHU B OPraHi3Mmi.
Y  (axoBux myOiKamisix €  TOBiIOMJIEHHS
PO KJIHIYHUI TOCBI/ 3ACTOCYBaHHS B TIAI[IEHTIB i3
MYH9-RD 3 kjIiHIYHUMU TIPOSIBAMU TSXKKOI TPOM-
Go1MTOIEHIT IIperaparis i3 rpymnu MiMETHKIB €H/10-
rearoro Tpombonioeruny (ETIIO), mo crumyJio-
10Tb ITPOJIYKILit0 Tp 3 MerakapionuriB y KicCTKOBOMY
Mo3Ky. Pomimmoctiv (Exnneiit®, Ammxen, Hinep-
Jlann ), mapeaTtepaabaa popma miMeTukis ETIIO,
VCIIIIHO 3aCTOCOBYETHCS 3 METOIO ITi/[BUIIEHHS
piBug Tp nepe nyiaHOBUM ONlepaTUBHUM BTpYYaH-
HAM y fgopociux; easrpombonar (Pesosman®, Ho-
Bapric, [Befinapis), mepopanbua ¢opma ETIIO,
MOKa3aB CBOIO eeKTUBHICTD 3a MPOMIIAKTUYHOTO
MOTO TPU3HAYEHHS TIepe]] ONTePATUBHUM JIiKyBaH-
HSIM Yy opociuXx i miteit i3 MYH9-RD [5,13].

Y umsui Bumankis narientam i3 MYH9-RD
MO3Ke 3HaJJOOUTUCS TAKOK Tepallisi HereMaToJIoriu-
HUX TIPOsIBIB. 3a HEOOXITHOCTI TIPOBOIAATH Xipyp-
riuHe BujlajieHHs katapakTu. [Ipu HeitpoceHCcOpHilt
BTPATi CJIyXy XBOPUM IPOBOJSITH CJIYXOIPOTE3Y-
BanHsa. CyyacHy MeTOJUKY BiJIHOBJIEHHS CJyXy
3 KOXJIeapHOIO IMIIJIAHTAIlI€I0 YCIIIITHO 3aCTOCOBY-
I0Th Yy JiKyBanHi naiientiB i3 MYH9-RD [16,20].
3 MeTo10 TPO(iTaKTUKN TTPOTPecyBaHHS HUPKOBOI
HEJI0CTATHOCTI Ha PaHHIX CTa/isIX XBOPOOU TIPU3HA-
YyafoTh IHrOGITOPU aHTiIOTEH3WH-IIEPETBOPIOIOYO-
ro ¢epmenty [1,2]. [Ipu nporpecytouiii HUPKOBIiit
HEJI0CTATHOCTI MOJKe 3HAJIOOUTHCST 3aMiCHA HUPKO-
Ba Teparis Ta TpaHcIuianTaiist HupoK [8,15].

Bucnosku

TpombotuTornenisi Moxke OyTH i307bOBAHIM
3aXBOPIOBAHHSIM, YCKJIA[HEHHSAM JIKyBaHHsT abo
BXO/IUTU JIO CUMIITOMOKOMILJIEKCY Pi3HUX 3aXBO-
proBanb. st mikaps y:Ke BaKJIMBO BU3HAUMTH
HNPUYUHE TPOMOOTIUTOIIEH T, a0¥ OYaTH MOKIUBY
Tepariio /it ycynennst abo mpodiiakTuKu remMo-
pariynux yckiaaganerb. CriazikoBa MakpoTpomOo-
IUTOIIeHisl, CIIpUYMHEHA TeTepO3UTrOTHOI0 MyTa-
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ieio B redi MYH9, € piiKicCHUM 3aXBOPIOBAHHSIM.
3amiio3puTi MOro MOKHA 32 HUBKOIO KJITHIYHUX
i yaboparopHUX O3HAK: 32 XPOHIYHOTO TIEPeOdiry
TPOMOOIMTOIIEHIT, 1[0 He BiANOBiZac Ha creru-
(diuHy Tepariio st iIMyHHOI TPOMOOIMTOTIEHII,
Ta B pa3i BUSBJIEHHS BEJIUKUX 1/a00 TiraHTCh-
KX GopM TPOMOOIUTIB y Mas3Ky mnepudepuuHoi
KPOBI. 32 pe3yJabraTaMy OTPUMAHHS YiTKUX TAaHUX
ciMeifHOrO aHaMHe3y HasBHICTH y Tariienta abo
YyJIeHIB Moro ciM’i HereMaToJIOTIYHUX CUMIITOMIB,
TaKUX sK HeiipoceHcopHa BTpaTa CJyXy, HeCeHiJb-
Ha KaTapakTa i HasgBHICTb XPOHIYHOTO 3aXBOPIO-
BaHHS HUPOK, MA€ BaXJIWBE IaTHOCTUYHE 3Ha-
yenns. CBoevacHa J/IiarHOCTUKA I[bOTO PiJIKICHOTO
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