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3axBopioBaHHd, NoB'a3aHe i3 MYHI (MYH9-related disease (MYHI-RD), — Le ayTOCOMHO-A0MIHAHTHA CnafikoBa TPOMOOLMTONEHIA, CApUYn-
HeHa myTauismin reHa MYH9 i3 xapakTepHiMmn 1abopaTtopHNMK O3HaKaMK, AK HAABHICTb MraHTCbKVX TDOMOOUMTIB, | 6a30MiNsbHUMI LMTONNA3-
MaTUYHVIMY BKITIOHYEHHAMN B HEUTPODINax (CXoxmx Ha Tineld Jdene). Y xsopux i3 MYHI-RD icHye BUCOKMI PU3KK PO3BUTKY MYyXOTW, KatapakTi
Ta HUPKOBOI ANCOYHKLLT, LLIO HaYacTille BUHMKAIOTb Y 0POCAOMY BiLli. KinbKicTe TDOMOOUMTIB Yy NauieHTiB i3 MYHI-RD konnsaeTbCs Bif, TKKOI
TPOMOOLMTONEHIT A0 Malike HOPMasbHVX 3HA4YEHb, XO4a 3a3Bu4alt BoHa € cTabinbHOI0. CXMABHICTL A0 reMoparidHmxX yCKnaaHeHb Kopenioe
3 KiNbKICTIO TPOMOOUMTIB | 3a3BMYal BiACYTHSA ab0 0OMEXYETbCA HE3HAYHUMYM KPOBOTEHaMM B MALEHTIB i3 HETSKKOIO TOOMOOUMTOMNEHIEIO.
[MpoTe 3a NOCTINHOI KiNbKOCTI TPOMOOLMTIB <50% 109/0 MOXE NPU3BOANTI 0 CIOHTAHHVIX | NOTEHUINHO HEOE3NEUHX NS XUTTA KDOBOTEY.
MeTa — onvcarty KNiHiYHWIA BUNaaoK 3axBOPIOBAHHSA, CNPUYMHEHOrO reTepO3nroTHOID MyTauielo B reHi MYH9 3 akueHTyBaHHAM yBarn Ha
BaX/MBOCTI FeHETUYHKX TECTIB AN OCTaTO4HOI BepudikaLlii xBopoou.

Kniniununii BUNnagok. OnvcaHo ocobnMBOCTI AjarHOCTVKM 3aXBOPIOBAHHS!, CMPUYMHEHOrO reTepo3nroTHOO MyTaujelo B reHi MYH9, y 16-pid-
HOro xnonus. YNpOAOBX XUTTA NPOSBM reMopariyHoro CUHAPOMY B AUTUHK Oynv NOMIPHUMM (NEPIOAMYHO crnocTepiranacs HeadHadHa Kinb-
KICTb CMHUIB Ha WKIPi, Ha AKi 6aTbki HE 3BepTan 0COONMBOI yBark, Nif Hac YMLLeHHs 3y6iB — KPDOBOTOUMBICTb 3 ICEH), aHaniav KPOBI ANTUHI
BVIKOHYBaIMCA 3piaka, 6€3 BU3HaYEHH:A KilbKOCTI TPOMOOLMTIB. Y X110MLsA BHACAIAOK TPABMM BUHVIK NEPENOM MPOMEHEBOI KICTKM 3i SMILLIEHHAM.
Jikap-opTonen-TpaBMaronor NPOBIB Onepauiio 0OMEXEHOI PeNo3uLLi KICTKOBMX (DparMeHTIB i3 N0AANbLIOIO iIMAIaHTALLIEIO CNL] AN NPaBub-
HOro 3POLLEHHSA KiCTok 6e3 ycknaaHeHb. Y peaynstatax 3AK BUSIBNEHO TPOMOOLMTONEHIIO, WO 1 CNOHYKano ckepyBaTy AUTUHY Ha KOHCYyNbTa-
Ljto 0o remaronora. 3a peaynsraramu 00CTEXEHHS B 3axiAHOyKpaiHCbKOMY CreLianisoBaHoMy ANTAHOMY MeAnYHOMY LUeHTPI (M. J1bBiB) B ana-
paTHOMY MiApaxyHKy reMorpamu BUABAEHO 3HVKEHHS KiNbKOCTI TpoMboumTie ctaHoBuna (22,0-30,0x109/1), MiKpOCKONIYHMIA nepepaxyHoK
TpombouuTiB — 147,0—156,0x109/n, yca nonynsauis TooMboumTiB NpeacTaBneHa MmakpobopmMamu i3 cepeaHiMm o6csirom TpomeounTie 14,9 fl.
BunasneHo nobpy arperaujio ToOMOOUMTIB i3 PICTOLMTUHOM Ta 3HIXKEHY arperaiiio 3 eniHe®prHOM, apaxifoHOIO KUCNOTOIO, Ta aAEHO3MHOM.
Bepudikallito KiHLEeBOro aiarHody 3axBOpIOBaHHA, NOB'A3aHOr0 i3 MYH9, CIpUYMHEHOrO reTePO3NroTHOIO MyTaLjelo B reHi MYH9, npoBeaeHo
3a JONOMOTOI0 CEKBEHYBAHHA MEHOMY.

OTxe, 3aCTOCyBaHHs METOAVIKIM CEKBEHYBAHHSI TEHOMY MOXE CNPUATI PaHHIM AiarHOCTULi CNaakoBOi MakpoTPOMOOLIMTONEHIl, CApUYNMHEHOI
reTepo3nroTHOI0 MyTaLlielo B reHi MYHI.

JlocnioxeHHs BYKOHaHO BIANOBIAHO A0 NPUHUMNIB MenbCiHCbKOI Aeknapaldii. Ha nposeaeHHa A0CNiAKEHb OTPUMAHO IHHOPMOBaHyY 3rofy 6arh-
KiB, ANTUHW.

ABTOPYM 3aABAAIOTb MPO BIACYTHICTb KOHMNIKTY IHTEPECIB.

Kno4oBi cnoBa: MakpoTpoMOOLMTONEHIS, reTepo3nroTHa MyTauia B reHi MYH9, cekBeHyBaHHs reHoMy, diTn.
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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 <50x109/1.

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 22.0-30.0x 109/, the microscopic count of platelets was 147.0—-156.0x109/I, 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.

Bceryn

POMOOLIMTOIIEHIST 4acTO € TreMaToJio-

TYHUM CHUMITOMOM IIPU Pi3HUX 3aXBO-

pPIOBaHHAX, IO BiAPI3HAIOTHCS SK TIa-
TOTEHETUYHO, TaK 1 KJIHIYHO, a I11e 3yMOBJIIOE
PO3IIMPEHUI IIaTHOCTUYHUN TTONTyK. BcTaHOB-
JIEHHS CIIPaBKHIX IPUYMH TPOMOOIMTOIEHII Ma€e
BKJIMBE 3HAYEHHS, OCKIJIbKU TaKTUKA BeJIEHHS
XBOPUX MOKE CYTTEBO pizHUTHCS. [OCHiIzKEeHHSs
Mazka TepudeprudHoi KPOBi JOCI 3aTUIIAETHCS
Ba)KJTUBUM JIIaTHOCTUYHUM METOJIOM TPU TPOM-
GOIUTONEHIT, OCKIJIBKM J[a€ 3MOTY IPaBUJILHO
Ta PETEJbHO OIHUTUA MOP(QOJIOTiio KITHH yCiX

HAapOCTKIB ~ KPOBOTBOPEHHSI 3  BU3HAYEHHSIM
HEOOXiHOro  HampsaMmy  audepeHiiiHo-aiarno-
CTUYHOTO  TOIyKY. DBakauBe  piarHOCTUYHE

3HAYEeHHST TPU TPOMOOIUTOTEHIT Mae pPO3Mip
TpoMOOIUTIB. BUSBIEHHAOIHOTUITHOI (hpaKIiiTPOM-
GOIUTIB BEJIMKOTO PO3MIpy nependadae HassBHICTh
CIIaJIKOBOI MaKPOTPOMOOIMTOIIEH . 3aXBOPIOBaH-
Hs, nos’sasane 3 MYH9 (MYH9-RD), — ue cuaj-
KOBa TATOJIOTiS 3 HAgBHICTIO TiraHTChKUX (opm
tpomOoruTiB. Yci namientu, ypaskeni MYH9-RD,
BiJl HApPOJKEHHSI MalOTh TPOMOOIMTOIIEHIIO, sIKa
MO’Ke TPU3BOAUTH 10 PIi3HOTO CTYIIEHd remMopa-
rivaux npossis [9,10,29,30]. ¥V 6iabimocti ocib
YIPOMOBK JKUTTSI PO3BUBAIOTHCS OJMH ab0 KiJib-
Ka [JIO/IATKOBUX €KCTPareMaToJIOriYHUX IPOsiBiB
3aXBOPIOBAHHS, Yy TOMY 4YHCJI HEWPOCEHCOpPHA
BTpaTa CJIyXy, 3aXBOPIOBAHHS HUPOK, TepejicTape-
ya KaTapakTa i/a0o IiBUIEHHS PiBHS IIEYiHKOBUX
bepmentis [2,10,19,20].

Huzxue onmcano KIiHIYHUIN BUTIQIOK 3aXBOPIO-
BaHHS, CIIPUYNHEHOTO TeTEPO3UTOTHOIO MYTAITIEI0
B reHi MYHY, y micTHaAIATUPIYHOTO XJIOTIIS.
[locmijskeHHsT BUKOHAHO BIJIMOBIZIHO /IO TIPUH-
uuniB lenbcincpkoi gekmaparnii. Ha mpoBemenms
JOCJIIZKEHh OTPUMaHO iH(MOPMOBaHY 3rojy GaTh-
KiB, IUTUHU.

114

Mema nocriijizkeHHSI — TOKa3aTH BAKJIMBICTD
[IPaBUJIBHOTO TPAKTYBaHHSI Pe3yJbTaTiB 3arajb-
Horo anamizy kpoBi (3AK), BMiHHS iHTeppeTaltii
yCiX OTPUMAHUX IMOKA3HUKIB i3 3aCTOCYBaHHAM
reMaroJIOriuHOro aHajizaropa Ta 3 OOOB'S3KO-
BUM MIiKPOCKOIIIYHUM IIi/[PAXyYHKOM TE€MOTPaMU,
M0 MOKe HAOJM3UTH JHKapsi 0 BCTAHOBJIEHHS
[IPaBUJIBHOTO JIIaTHO3Y Ta aKIEHTyBaTU yBary Ha
BaKJIUBOCTI TEHETUYHUX TECTIB JJI8 OCTATOYHOI
Bepuikaliii XBopoou.

Kainiyauii BUIagox

Jlo 1uTa40ro reMaTosIora 3BepHyBCs Y JIIOTOMY
2023 poky 16-piuHM# TAIIEHT i3 TTPUBOLY TPOM-
GomuTorneHii Ha remorpami. Y XJIOINIS BHACJI-
JIOK TPaBMU BUHUK IIepeJIOM TTPOMEHEBOI KiCTKU
3i  3mimenuaM.  Jlikap-opTomea-TpaBMaTOJIOT
IIPOBIB OIepaliito 06MeKeHOI PEO3HIIil KiCTKOBUX
¢gparMeHTiB i3 TOAAJBINOIO IMILTAHTAITIEIO CITH-
i AJsT TIpaBUJIBHOTO 3polneHHs Kictok. Ilim gac
nposegents 3AK BusgBIEHO TPOMOOLUTOIEHIO
<30x109/n1 (mBa aHami3W TIPOBEIECHO MOCIJIb
y PpisHUX Jab0paToOpisx), MO I CIOHYKAIO CKe-
pyBaTH IUTHUHY HAa KOHCYJBTAIIO /0 T€MaToJo-
ra. Ciix 3a3HauuTH, 110 ONEpaTUBHE BTPyYaHHS
HE CYIPOBOKYBAJOCS HaAMIPHOIO KPOBOTO-
YUBICTIO. 3 aHAaMHE3y JKUTTS BiJIOMO, 10 JAUTHUHA
pocia Ta posBuBajacs ao0pe, 4acTo He XBOpiJa.
YIpooBK JKUTTS CIIOCTepirajgacs MoMipHa Kiib-
KiCTh CHHIIIB Ha IIKIipi, HA SKi 6aTbKK HE 3BepTaju
ocobmmBoi yBaru. XJIOTeIb Bif3HAYa€ KPOBOTO-
YUBICTh 3 SICEH TPHU YuIineHHi 3y6iB. [3 MeanuHOi
JIOKYMEHTaIlil BUABJEHO, MO Tiji 4ac IJIAHOBUX
MeZoTIsiiB abo 3a morpebu BukoHyBaBcsi 3AK
6e3 migpaxynky tpomborutie (Tp). 3i caiB ma-
Tepi, ciMeliHUII aHaMHe3 He OOTSLKEHWIl, y Bimo-
MUX POJIWYIB HEMA€E BaJl PO3BUTKY, CXUJIBHOCTI
JI0 KpOBOTEY, IATOJIOTI] CJIyXy, 30py Ta HHUPOK.
3a pesyJjbraTaMu OIJISIIy TeMaTOJOrOM CTaH [Ii-
TUHU 3a10BinpHUN. Ha miKipi HUKHIX KiHIIIBOK
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i B mpaBiil KiyOOBill AJISHIN HAsIBHI TOOMMHOKI
reMopariudi BUCHUIIAHHS MIKPOIIUPKYJIITOPHOTO
TAly — TeTexii Ta ekximosu. Jlimdomnpomridepa-
TUBHUI CUHIPOM BiJICYTHIH.

3arambHUN anami3 Kposi: epurpornt (Ep) —
5,46x1012/51, remormobin (I'6) — 149 r/m, meiiko-
utu — (Jle) 8,61x109/7; nefikonurapua hopmyia:
6asodimn — 1%, eosunodimun — 6%, maIUIKO-
snepui — 1%, cermenrosinepui — 51%, nimdo-
T — 31%, monorut — 10%, Tp — 22x109/1,
cepenniii 0b6car tpombouutis (MPV — mean
platelet volume) — 14,9 fl. [Ticist meperssiny Maska
nepuhepuyHOl KPOBi yCsI MOy JISIIIist TPOMOOIIUTIB
MaJia TITAHTChKI PO3Mipu y 3BUYANHIN KiJIBKOCTI
(puc. 1 a-T1). 3a MIKPOCKOIYHUM ITiJ[paXyHKOM
Tp y masky mnepugepnyioi KpoBi 3a MeETOJOM
®Downio, ix uyncao cranopuiao 147x109/m1. Peko-
MEH/IOBaHO: BHUKOHATH JIOCJi/DKEHHS  (DyHKII]
Tp, koarysnorpamy Ta MOJIEKYJISIPHO-T€HETUYHE
JOCJIJKEHHST  JIIE  BUKJIIOYEHHST TpoMmObacTeHii
[nannmana, nartosorii bepuapa Cyiibe, myrarii
B renax MYH9, GATA1, platetelet type vWD
Ta iHmmx xBopoO. Koarysiorpama: akTuBOBaHWIA
TpombortacTuHOBMIT yac — 23,6 ¢ (HopmMa —
23,2-35,2 ¢), mporpombinoBHii yac — 14,1 ¢ (Hop-
mMa — 11,0-14,0 ¢), mporpombiHOBHUIT iHIEKC —
91,0% (mopma — 80,0-120,0%), dibpunoren —
2,7 v/n (Hopma 2,0-4,0 r/m), eraHosoBUi
TecT Bin'emHuil. PiBerb dakrtopa xoarysiii (F)
VIII — 127,0% (uwopma — 50,0—-180,0%), dakTo-
pa ¢don Bimnebpanga (pucrornernH-KodakTopHa
aktuBHicTh) — 118,0% (Hopma — 70,0—-150,0%).

JlocmipkeHHs arperaiiii TpoMOOIIMTIB ITPoOBejie-
HO B LUTPaTHiii, GaraTiii TpoMOOIMTAMK ILIa3Mi,
Ha arperomeTpi <«AggRAM». Ha momenT jo-
CHJKEHHST  KiJIBKICTh TPOMOOIMUTIB CTaHOBUJIA
156109 /1, 32 MIKPOCKOITHUM T1i/IPaxyHKOM y Ma3-
Ky TepudepruyHoi KPOBi, OCKIJIBKU TIepeBaKaIu
mMakpodopmu TpomboruTiB. Criocrepiranacst 3Hu-
JKeHa arperartis 3 ajienosunaugocdarom (KOHIEH-
Tpaiisg — 5 MKMOJIb) — 37,7% (HOpMa — >60,0%),
3 apaxiJoHOBOIO KUCJOTOIO (KOHIIEHTpAIlis —
1 Mmmoup) — 5,6% (Hopma — >60,0%), 3 emnined-
punoMm (kouienrpaiis — 10 mxmonp) — 19,1%
(nopma — >60,0%). Ilicts momaBaHHST PUCTOIIETH-
Hy (KoHneHTpariss — 1,0 Mr/mir) arperaitist Tpoxo-
mta HopMaiabHo 77,1% (Hopma — >60,0%). ITpo-
BeJIEHO TIOBHE €K30MHE CEKBEHYBaHHsI B1abopaTopii
3 billion (m. Ceyr, Pecriy6utika Kopest) 1 BustBiieHo
naToreHHui Bapiant y reni MYH9 y retepo3uror-
HOMY cTaHi; TeHoMHa nosuiris: 22-36680520-C-T
(GRCh37); JTHK: NM 002473.6:c.5521G>A;
6imok: NP _002464.1:p.Glu1841Lys. Ayniorpa-
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Ma, odrasbMosioriuHe oOCTeKeHHs, GioXiMiuHMIA
aHaJi3 KPOBi, 3araJibHUI aHa/i3 cedyi B IallieHTa
Ha Jac obcrexkenHst — 6Ge3 3MiH. Barbkam marieHTa
3anporoHoBano BukoHatu 3AK B ymoBax KJiHiu-
Hol stabopartopii KHII JIbBiBcbKOT 00s1acHOi paan
«3axiTHOYKPATHCHKUH CIeTiali30BaHIH MUTSINIA
MEJIMYHUN TEHTP» 3 TePerysijloM ITiJl MiKPOCKO-
ITOM Ma3KiB IXHbOI mepruepruIHOoi KPOBi 3 METOIO
BUSIBJIEHHS TIOTEHIIIHHOTO HOCist XBopoOu. baThkn
JUTUHU BiJIXUJIAIN TTPOTIO3UIIIIO.

O6rosopeHHst

Cnazakosi Tpombornuromnenii (CT) — 1e rere-
pOTeHHA Tpyla PiAIKICHUX 3aXBOPIOBaHb, Ha SIKi
npunagae OJu3bKO 5% YCiX i30JbOBAaHUX TPOM-
GOILMTOIIEH], 1[0 BUSBJISIOTHCS BiJl HAPOIKEHHS.
[Ipu CT cnocrepiraeTbcs 3HUKEHHS KiJIBKOCTI
TPOMOOIIUTIB i TeMOpariuHi yCKJIaIHEHHS PiZHOTO
crynensd. CT moskHa kinacugikyBaTé 3a PisHUMU
O3HAaKaMU: TUIIOM YCIIQJIKyBaHHS, IIEBHUM MOJe-
KyJIPHO-TEHETUYHUM  71eeKTOM, MeXaHi3MOM
PO3BHUTKY, PO3MIpOM TPOMOOIMTIB (HOpPMaJIbHI,
BEJTUKi, MaJeHbKi), HasgABHICTIO IHIMUX KJIIHIYHUX
MPOsiBiB (BiICYTHICTh TPOMEHEBOI KiCTKH, HUPKOBA
HEJIOCTATHICTh, TJIYXOTa, Karapakra) i Jabopa-
TOPHUX TTOKa3HUKIB (MIKPOIUTO3 €PUTPOIIUTIB,
BKJIIOUEHHS B HeUTpo(disax, TecTn Ha (PYHKIIIO
TPOMOOIUTIB, BHU3HAYEHHS MYJIBTUMEPIB (haK-
topa Bimrebpanga Tomo) [3,4,14,17]. Ogniero
3 nozosoriuanx rpyn CT e€ MYH9-acotiiioBana
CITaJIKOBa TPOMOOIIUTOIIEHISI, 10 TIOETHYE YOTH-
pU 3aXBOPIOBAaHHS, BiZIOMi paHille g TaKUMHU
HazBaMM: aHomasiga Mes-Xerranaa, CUHIPOM
DexTHepa, cungapom Emmreitna, cungpom Ce-
Gactbsita. 1li 3aXBOPIOBaHHS XapaKTePU3yBaJIM-
cs1 TPOMOOIIUTOTIEHIEI0 3 BeMUKUMU ab0 TiraHT-
CBKUMU TpoMOOIMTaMKu 1 Au(epeHIiioBaInCs
Ha MiJICTaBl HASBHOCTI BKJIIOUYEHb, CXOKUX HA TiJb-
s Jlene B Heiitpodinax, Ta KomOiHaiii iHIINIX
KJTIHIYHUX TIPOSBIB — TJIYXOTH, Hedpormartii, Kata-
paktu [2,11,15,16,19,20,21,23,29,30]. Ipyuryio-
YHCh Ha (PEHOTUTTIYHNUX O3HAKAX i HASTBHOCTI BKJIIO-
4eHb y HelTpodisax, siKi MOTJIM He BUSBJISTUCS
y MasKax KpOBi, Ili 3aXBOpIOBaHHsS OYyJIO JOCUTDH
ckianHo nudepeniitoBatu. KiliHiuHi 03HAKU TIpU
X CUHIPOMAX MOKYTb PO3BUBATHUCS MPOTATOM
JKATTS 1 PIBHUTHCS HABITH y UJIeHIB OFHIET ciM'i.
3a  pesyabraTaMid — MOJIEKYJISIPHO-T€HETUYHOTO
00CTeKEHHS ciMeil i3 MM CUHAPOMaMU BUSBJISI-
sucs cnerudivni myraitii B reri MYH9. [lopyien-
HA cayXy (CcelleKTUBHA HEJIOCTaTHICTb BUCOKHX
TOHIB) 1 KaTapaKTa JiaTHOCTYBaJHCS BiJTIOBIIHO
y 83% i 23% maiienTiB. Y HHUX CIIOYATKY JiarHo-

115



YntamTte Hac Ha caunTi: http://medexpert.com.ua

KAIHIYHUIM BUTITAAOK

cryBasiacst aHomastist Mesi—Xerryiaa abo CUHIAPOM
Cebactpsina. ITatosorii HUPOK, Taki sIK reMaTypist
i IpoTeinypid, BiMivanaucd He Jullle B MaIl€HTIB,
y SKUX BcTaHoBJeHO cungapom DextHepa i cuH-
npom Emmiretina, ane it y THX, y SKuX BepudikoBaHo
anomastiio Mesi—Xerrutina i cungapom CebacTbsiHa.
Taki ksiniuHi criocrepeskeHHs ganu 3mory M. Seri
(2003) niitTu BUCHOBKY, 110 aHoMastiss Mesi—Xer-
raina, cuaapom Cebactbsina, curapom DexTHEpa
i cungpom EmimnTeliHa He € PI3HUMU OJIUHUIISIMU,
a pajillie — €IMHUM 3aXBOPIOBaHHIM 13 Gesmnepe-
PBHUM KJIHIYHUM CIEKTPOM, SIKMH BapilOEThCS
BiJI JIETKOT MaKpOTPOMOOIINTOIIEHIT 3 JIEHKOIMTAP-
HUMHU BKJIIOUEHHAMU /10 TSKKOI (popMmu, yckJaj-
HEHOI BTPATOI0 CJYXY, KaTapaKTol0 1 HUPKOBOIO
HesfocTaTHicTio. TakuM YMHOM, i YOTUPHU CXOKi
cUHApPOME 00’€THAHO B OJHY HO30JIOTIYHY TPY-
Iy, 1[0 BKJIIOYA€E yCi reTepOreHHi BapiaHTU He-
3aJIe’KHO BijJI HAsIBHOCTI BKJIIOYEHb Y HeUTpodi-
jax abo kmainivaux npossis [30]. s 1iel HoBOI
HO30JIOTIYHO1 OJMHUIL 3alPOIIOHOBAHO TEPMiH
«3axBOPIOBaHHA, 1oB’g3ane 3 MHY9», axuit kpa-
e iHTepupeTye OCTaHHI 3HaHHS B Il ramysi
Ta BU3HAYAE YCiX MAIIEHTIB 13 PU3UKOM PO3BUT-
Ky medexTiB HUPOK, ciayxy abo 3opy [1,6,19,20].
3axBOPIOBaHHS MA€ ayTOCOMHO-/IOMiHAHTHUI THII
YCIJIKyBaHH 1 PO3BUBAETLCA BHACJIIIOK My Talliil
y reni MYHY, o Koy€e CUHTE3 TSIKKOTO JIAHITIOTa
Hem's;30Boro Miosuny I1A (heavy chain nonmuscle
myosin — HMM-ITA). Bigomo xisbka i3odopm
HEeM SI30BUX MIiO3WHIB JIIOAWHUA (MOTOIIPOTEIHIB):
HMM-ITIA, HMM-IIB, HMM-IIC, Bixmnosizaib-
HUX 3a MiATpUMaHHs (GOpMU Ta MOOLIBHICTH
kmitTuH. HMM-ITA — cTpykrypHuii esemenT 1u-
TOCKeJIeTa MeraKapioluTiB, TPOMOOIIUTIB, JIEHKO-
IUTIB 1 KTITUH AeIKUX IHMMWX TKAaHUH — BYITHUX
PaKOBUH, HUPKOBUX KJIyOOUKIB, KPUIITAINKA OKa
[1,19,20]. Tew MYHY9, mo komye cUHTE3 MOJe-
kysn HMM-ITA, posramoBanuii Ha XpoMOCOMi
22q12-13 i cknamaerned 3 41 ek30Hy: TepHinii k-
30H — HEKOAYIOUNif; ek30HU 2—19 KoayioTh CUHTES
MOTOPHOTO ZIOMeHY; €k30H 20 — MpPOMiKHOTO JI0-
MeHy; ek30HM 21-40 KoayIoThb XBOCTOBUI JIOMEH.
Omucano 49 pisanx myTaitiii y 14 ekzonax; y 6 3 HuX
(ex3onm 2, 17,27, 31, 39, 41) myrartii TpanigioTbcs
Haituacriie. Y pasi po3BUTKY MyTalliil y MOTOPHO-
MYy YU XBOCTOBOMY JIOMEHaX MOPYIIYEThCS (DYHK-
IMoHaJTbHA AKTUBHICTH MOTOIPOTEIHY, YHACJITOK
MTOPYNIYETHCA CKOPOUYBAIbHA i ceKpeTOpHa (DYHK-
i KJIITUHY, Iepe4acHO BUBLJIbHSAIOTHCS BeJIUKI
MOJIOIi TPOMOOITUTH 3 KiCTKOBOTO MO3KY, PO3BH-

BalOThCS 1HIIT HETeMaTOJIOTIuHi TTposIBU (TIyX0Ta,
nedpomnaris, karapakra) [1,4,9,10,11,17,26,27,33].
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[cnye mymKka mpo HasBHICTH TeHOTUTI-(PEHOTUITHUX
xopesianii mpu MYH9-RD. Tak, myTaitii B MOTOp-
HOMY floMeHi (ek30HU 2, 17) yacTilie acoriooThCs
3 TSIKKOIO TPOMOOIMTOIIEHIEIO Ta PO3BUTKOM HeTe-
MaTOJIOTIYHUX TTPOSBIB, Hi3K MyTallii y XBOCTOBOMY
nomeni (ex3onu 27,31, 39,40) [1,2,17,25,31,35,36].
[Homupenicte MYH9-RD B Itanii omiHmOETHCI
B mianazoni 1:300 000 — 1:400 000. ¥ Bcbomy cBiTI
3apeectpoBano 1oHa 300 poxosonis MYH9-RD
[20]. MYH9-RD piarnoctyerbest B Maitke 65%
BUMAJKIB 32 HASIBHOCTI B CiM'T XBOPOTO POJIU-
ya, y 35% BUHUKAIOTH CIIOPAJANYHI TeHEeTHJHi
MyTalii. Koxkne HacTynHe IOKOJIHHS Ialli€HTIB
i3 MYH9-RD wmae 50% iMoBipHOCTI ycrasiKyBaHHs
natoreHHoro Bapianta MYHY. Ilicia BusBieHHsS
natoreHHoro Bapianta MYH9 y poauHi MOXJIBe
IpeHaTalbHe TeHeTUYHe TeCTYBaHHS y BaTiTHUX
i3 MiJBUIIEHUM PU3UKOM HAPOJKEHHS [UTUHU
3 MYH9-RD [1,20]. BpaxoBylouun oTpuMaHy BiJ|
MaTtepi naiienTta indopmallifo Ipo ciMelHui aHa-
MHe3, He BUKJIIOUEHO, 1110 Y XBOPOTO € CIIOpaJnyHa
myTaitist MYH9, onsak orpuMaTit 1abopaTOpHOTO
Ii/ITBEP/KEHHS HaM He B/IaJIOCSL.

Y mamientiB i3 MYH9-RD Bixg napomkenus
MOJKJIMBE 130JIbOBaHEe 3HUKEHHST KiJIBKOCTI TPOM-
GOIMTIB PI3HOTO CTYIIEHS BUPA3HOCTI Ta BEJUKI
abo riranTchki Gopmu  TpoMGOIMTIB (IHiameTp
TpoMGoIUTIB — TOoHaA 3,7 MKM i/ab0 HasBHICTbH
nonax  40% TpomOOIUTIB miaMeTpoM  MOHA
3,9 MKM — Ile TIOJIOBWHA JliaMeTpa epPUTPOITUTA).
Y pasi 3acrocyBaHHSI aBTOMAaTUYHUX TeMaTOJIO-
FiYHUX aHaJi3aTOPiB KJITUHU  PO3IMi3HAIOTHCS
3a po3MipoM. A Besinki abo rirantchbki Tp amaparom
MOKYTh OYTH IIOMHJIKOBO KJIacu(diKoBaHi sK epu-
TPOIIUTH, a OTXKe, Yucjo Tp aHamizatop paxye sk
3HWKEHe. 3 €l K TPUIMHYT He 3aBK/I1 MOKHA J10-
CTOBIPHO OIliHIOBAaTH PO3Mipu TpoMbo1mTiB MPYV,
IHKOJIM TeMaTOoJIOTIYHUI aHaIi3aTop B3araJii He BH-
pPaxoBYe€ 11bOTO MOKaszHuKa. ToMy /711 TpaBUJIbHOT
OLIIHKM KiJIbKOCTI Ta po3mipis Tp morpiben ix Bizy-
QJIIBHUH Ti/[PaXyHOK Yy Ma3Ky nepudepudaHoi Kposi
[24]. B ommcanomy HamM¥u KITIHIYHOMY BUTIAIKY
3a pesyJbraTaMi amapaTHOTO TMiJpaxyHKY TreMo-
rpamu umciao Tp cranoBmiao 22,0—30,0x109 /1,
a 3a pe3yJibraTaMy MiKPOCKOITIIYHOTO TepepaxyHKy
Tp — 147,0-156,0x109/1, ycsa momyJisiisi Tpom-
GonuTiB OyJaa mpeacraBieHa MakpodopmaMu i3
cepeznniM obesirom TpomboruTis 14,9 fl. Yactuna
riraHTChKUX Tp Majsia po3Mip epUTPOIUTIB, a 3HAU-
Ha YacTHHA TPOMOOIIUTIB TIEPEBUIIYBATa PO3MIipU
eputporuTis (puc. 1 a-r).

3a jaHMMU HU3KK TTyOJiKaiiiif, micjast Mikpo-
CKOITIYHOTO TIeperyisily MasKiB  1epugepuanol
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Puc. 1 a-r. MikpockoniyHe oci,u:pK

pPO3Mipy epUTPOLUTIB, 3HAYHA YaCTUHA TPOMOOLUUTIB NEePEBMLLYE PO3MIPU EPUTPOLUTIB

Kposi, nodapbosanux 3a PomaniBcbkuM—Iimse,
y 15-84% martientiB y HeliTpodisax BUSBISIOTHCS
crienuivHi UTOIIa3MaTUYHI BKJIOYeHHsT (Oi-
KOBi arperat aHomajibHoro Oinka HMM-ITA)
pisHoi hopmu (Kpyriii, OBaibHi, BEpeTEeHONOLiOH )
i po3mipiB, cxosxi Ha Tisbisg [lene [1,2,24]. IIpote
He 3aByK/U IIUTOJIOT MOKE X BUABUTH uepes Apio-
Hi posmipu. HasiBHicTh THMOBUX OiJIKOBUX arpe-
ratiB aHomMasnbHOrOo 6istka HMM-ITA y riurorniasmi
HEUTPO(DIiNiB € TMATOTHOMOHIYHOIO O3HAKOIO JIJIs
miATBep/KeHHsA niarHody. llepernsgmaioun Mas3ku
nepudeprnyHoi KPOBi, HAaM He BAasocs Bepudiky-
BaTU Taki crenuiyHi BKIIOYEHHS B IUTOILIA3Mi

HeUTpodiIiB.
YueHi CTBEP/KYIOTH, IO JOCTIKEHHS arpe-
raiii ~ TpoMOOUMTIB, IXHBOI  (DYHKI[OHAIBHOI

AKTUBHOCTI 32 JIOTIOMOI'OI0 [IPOTOYHOI IUTOMETPil
Ta IyHKIlig KicTKOBOro Mo3ky npu MYH9-RD ne
MalOTh [[IaTHOCTUYHOTO 3HAYEHHS, ajle MOXKYTb
OyTH KOPUCHUMHU JUist audepeHIiiHoi  aiaruo-
CTUKU B JIEIKUX KJIIHIYHUX BUIAJKaX. 3a3BUYail
y KICTKOBOMY MO3KYy HeMa€ 3MiH y Merakapiolu-
TapHOMY TIApPOCTKY, KIiJbKICTh METaKapioluTiB
i3 HOpMasIbHOIO MOPGOJIOri€l0 HOpMaIbHa a00 He-
3HauHo 30ismbinena [32]. Hamu mposeaeno mociri-
JUKEHHS Ha arperamiiiiy 3/1aTHiCTh 1P i BUSIBJICHO
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1006py arperaitito TpPOMOOIIHTIB i3 PICTOIUTHHOM Ta
3HUKEHY arperariio 3 emiHedpUHOM, apaxiloHO-
BOIO KMCJIOTOIO Ta aJIcHO3UHOM (puc. 2).
Acmipariiita 6ioricist KicTKOBOro MO3KY He 1po-
sBoguiacsa. B. Utsch ta cmiasr. (2006) mosixo-
MWJIM TTPO HOBOHAPOJKEHY [[IBUMHKY 3 /IlarHO30M
cunapomy EmmreliHa, gka Maja TeTepO3UTOTHY
myTanito B reHi MYH9. KniniuHo B Hel He BUSBU-
JIV TIIyXOTH 200 HedpuTy, X04a aBTOPHU TIPHUITYCTH-
JIH, 1[0 3TOJIOM TaKi 3MiHU BUHUKHYTbH, ajie Jabo-
PaTOPHO  BUSIBJISIUCS — MaKpOTPOMOOIMTOIIEHsT
Ta TOpyIIeHHs arperamiitnoi dynkiii Tp 3 ageHo-
aunHandochaToM i aapeHasiHOM. Y JUTUHU BUSIB-
JIEHO MHOKMHHI CTUTMU: JliacTad cuMisy, ermicra-
JIMYHY BIIKPUTY yPETPAIbHY OOPO3HY, PO3BOEHHST
KJIITOPA i MaJIMX cTareBuX Iy0, BIAKPUTY ILIACTHH-
Ky CEY0BOT0 MiXypa Ta IMOJABOEHH TiXBU [32].
[liarnos MYH9-RD mifo3piotoTh Ha TMifcTaBi
reMaToJIOTIYHUX O3HAaK 1 MOJKJIUBOTO 3B'SI3KY
3 eKCcTpareMaroJioriyHuMu TmposBamMu. Koriniuni
IPOSIBU XBOPOOM JIOCUTH TeTeporeHHi. TsKKicTh
nepebiry reMopariyHOro CHHAPOMY Haiyacriiire
Kopestoe 3 yncaom Tp. KpoBoteui, 1110 3arpoKyioTh
JKUTTIO, PO3BUBAIOTLCS HEYACTO, OTMCAHI JINIIEe
MOOZMHOKI BUIIAJKU CIOHTAHHUX BHYTPIlIHbOYE-
perrHUX KpoBOoBUNBIB [ 1]. [IposBu remopariunoro
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Puc. 2. JocnigxeHHs arperaLii TpombounTiB. BUsBneHO 3HMXeEHy arperadiio 3 ageHo3nHaMdochaToM, apaxifoHOBOK KUCOTO Ta

eniHedpPVHOM, BOAHOYAC HOPMaJIbHY — 3 PUCTOLETVHOM

CUH/IPOMY CIIOCTEPIraloThCs BiJl JIETKOTO YTBOPEH-
HS CHHIIIB, KPOBOTEY MiCJd XipYpPrivHUX MaHIIy-
JIATIHM, TPaBM, 3aCTOCYBaHHS TIperaparis, Mo 1o-
PYIIYIOTh arperaiito TPOMOOIUTIB, 10 CHOHTAHHUX
kpoBoTeu [16,21].

D.J. Rabbolini ta crisasr. (2018) BizzHauaioth
YacTe BCTAHOBJIEHHS TIOMUJIKOBOTO J[IaTHO3Y IThO-
TO 3aXBOPIOBAHHS SIK IMyHHOI TPOMOOITUTOIIEHI] 3
MO/IaJIBIITUM HEITPaBUJIbHUM JIiKyBaHHSAM. Oco0.1-
BOCTI, 1II0 MPU3BOJIATH /10 HEMPABUIBHOTO JliarHO-
3y, BKJIIOYAIOTh BiJICYTHICTb CIMEHHOro aHamMHe3y
yepes mogBy MyTaliil de novo y 20-35% sunan-
KiB; CHMIITOMHU KPOBOTEYi, IKi 9aCTO € JIETKUMHA i
He 3aB)K/IM TOBIJIOMJISIIOTHCST B IMTUHCTBI; HE3/1aT-
HICTh aBTOMATU30BAHUX JIUYUJIBHUKIB JOCTOBIPHO
omiHnuTH KibKicTh Tp Ta ixHiit poamip (MPV) ue-
pe3 HasiBHICTb riraHTChKUX TPOMOOLUTIB; IIATOIHO-
MOHIYHI BRKJITOYEHHS HEUTPODITiB, SAKi He 3aBKIN
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no0pe BUAHO Ha MasdKax KPoBi, 3abapsienux 3a Po-
MaHOBcbkUM—Iim3e [23].

Y xBopux Ha MYH9-RD ynponosx Xurt-
TSI PEECTPYIOThCs OAMH ab0 KiJbKa I0AaTKOBUX
eKCTpareMaToJIOTiYHUX  TIPOSIBIB  3aXBOPIOBaH-
Hd, y TOMY YHUCJI HelpoceHCOpHa BTpaTa CJIyXY,
Hedpormaris, npeceHibHA KatapakTa i/abo rimep-
tpancdepazemiga [20,21]. ¥V mosoBUHM MaIi€eHTiB
i3 MYH9-RD cnoctepiraeTbcs miIBUIIICHHS TT€YiH-
KOBUX (DepMEHTIB y CHpOBaTIli KPOBi 6e3 03HaK
ne4inkoBoi HepocTaTHOCTI [19]. Ak panns osnaka
YpasKeHHsI HUPOK Y XBOPUX (PIKCYETHCA B 3arajib-
HOMY aHaJIi3i cedvi mMpoTeinypis Ta MikporemaTypist
[6,7]. B ommcanomy HaMu BUTIAZKY MOKAa3HUKHU
MTeUiHKOBUX (epMeHTiB, 3araJbHUI aHaji3 cedi
Ha Yac 00CTeKEeHHsT XBOPOTo OyJIn B MeKax BiIKOBOI
HOPMHU. 3a pe3yJibTaTaMM ay/lioMeTpii XapaKkTepHe
3HWKEHHS CIYXY MOKe BUSBJSATHUCS BKe B TIEPIITi
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10 pokiB KUTTS mHallieHTa Ta MBUKO MPOTPECY-
Batu 3 pokamu [1,22,34]. HelipocencopHa Tiryxo-
Ta BUHUKAE B JopocyoMy Bitli y 80—-85% xBopux.
Y 6m3bk0o 50% cepeaHiil BiK MOYATKy 3aXBOPIO-
BanHg cTaHoBuTh 31 pik. [louaTok BTpatm cayxy
PO3TOIIAETBCA PIBHOMIPHO 3 MEPIIOTO MO MTOCTE
necsitumittst. Cepen oci0, y SIKUX PO3BUBAETHCS
BTpara cayxy, 36% BimuyBaiors 1e 10 20 pokis,
33% — y Bimi Bixg 20 mo 40 pokis, 31% — micus
40 pokiB xutTs. HupkoBe ypaxkeHHs crocrtepi-
TaeTbCsl B TPETHHM MAIEHTIB. Y 25% cepeHiii
BiK ypaxkeHHs HUpPOK ipu MYH9-RD crtanoBuTh
27 pokis. ¥ 6inbmiocti 3 1ux ocib cepiiosne ypa-
JKeHHsI HUPOK PO3BUBAETHCH B 1tepii 20 poKiB KUT-
Ts1 Ta B 70% BUIIAJIKIB ITPOTPECYE /10 TEPMiHAIBHOI
cTajlii HUPKOBOI HEJOCTATHOCTI TTPOTATOM KiJIbKOX
poxkiB. Ilepmi mposiBu Hedpomnatii — TpoTeiHypis
Ta MIKpOTEMaTypis, IpoTe reMaTypis Moxe OyTh
sk TposiB  TpombonmTonenii  [1,6,7,20,22,28].
Y neaxkux Bumajkax ypakeHHsSI HUPOK MOXKe BU-
HUKHYTH Ii3HiIe i/ab0 MOBiIbHIIIE IPOrPecyBaTH.
Karapakra 3a3Buuait po3suBaetbest y 16—20% ma-
IIEHTIB, cepe/Hill BiK Ha MOMEHT PeecTpaiii —
37 pokiB, OTHAK € TTOBIZIOMJIEHHS 1 TIPO BPO/IKEHY
karapakty. Haituacriie BUsIBJIsIEThCsI OitaTepaib-
He YpasKeHHs, siKke 3rofioM rporpecye [20].

[l yTouHeHHsI MOJIEKYJIIPHOTO TOXOJKEHHS
3aXBOPIOBAHHS TPOBOUTHCS MOJIEKYJISIPHO-TEHe-
tuHe oOcrexxenns [10,20,25,27].

Kniniune mikyBanHg maiienTtiB i3 MYH9-RD
3 TIOMIPHOIO 1 TSDKKOIO TPOMOOIMTOINEHIE
€ CKJaIHUM 4Yepe3 PIiAKICHICTb 3aXBOPIOBAHHS
i BIJICYTHICTb 3arajJibHONPUUHATUX TepareBTHY-
HUX pekoMenaiiil. Ile 0co6MBO BaxkINBO B pasi
CIIOHTAaHHUX eI30/iB KpoBoTedi i/abo HeoOXi-
HOCTI XipypriyHoro BTpydYanHs. OCHOBOIO Teparii
naiienTis i3 MYH9-RD e mynsruguciuisinapye
JIIKyBaHHSI TeMaToJIoraMu, Hedposoramu, OToJa-
puHrosoramMu Ta odTanbmosnoramu. Ilarientam
i3 MYH9-RD, gk inmmum xsopum Ha CT, cirig yHu-
KaTH TPaBMOHEOE3MeUHIX CUTYaIliil, 3aCTOCYBaHHS
mpemnaparis, M0 TMOPYIIYIOTh arperaiio TpomMbo-
uTiB i Koaryssiio. Jlikapsm HeoOXifHO yBaKHO
BUBYATH IHCTPYKILI 1[0/I0 3aCTOCYBaHHS Me/MKa-
MEHTIB mepej HpusHadeHHsM. HeoOxigHa Takoxk
Torepe/IHs MiTOTOBKA 1HBAa3UBHUX MaHIMMYJIAIIN.
[Ipy TSKKiN TPOMOOIUTONEHIT MOKe 3Ha0OUTH-
s TiKyBaHHS, CIIPSIMOBaHe HAa 3yITUHKY KPOBOTEY.
Y pasi po3BUTKY cepiio3HUX MPO(PY3HUX KPOBOTEY
nepe/; BeJMKUMM OIepaTUBHUMU BTPYYaHHSIMU
BayKJIMBO IIPOBOAMTH 3aMicHi TpaHcdysii Tpombo-
KOHI[EHTPATy. 3 METOI0 3armobiranHs aoiMyHi3artii
notiyibHO poBoanTH TpaHcdysii HLA-cymicaux
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Tp. ¥ pasi momiproi kpoBoTeui OyBae e(heKTHBHOIO
MicIleBa Teparlis: TAMIIOHYBaHHS ITPU HOCOBiH KPO-
BOTEYi, YIIMBaHHsS TPaBMaTHYHUX abo Xipypriu-
HUX paH, 3aCTOCYBaHHSI KOMIIPECIHHUX TIOB’SI30K.
Y nesxux BuUmamkax mpu KPoBOTeYax 3i CAN3OBUX
060/10HOK 200 IIJIYHKOBO-KHUIIIKOBUX KPOBOTE-
Yax 3aCTOCOBYIOTHh CHCTEMHI aHTH(hiOPUHOTI TUIHI
nperapaTi — TPaHEeKCaMOBY ab0 aMiHOKAIpOHO-
BY KHCJOTH, TIPU MEHOParii MOKJIUBa crienudiy-
Ha ropmonoteparis [23,37]. [lecmonpecun cif
3 00€PEKHICTIO TIPU3HAYATH MTPU TilePTOHIT, GPOH-
XiaJIbHIM acTMi, TUPEOTOKCUKO3i Ta HedpuTi Ta
He TIPU3HAYATH JIIiTSIM BIKOM /10 2 POKiB, OCKIJIBKHI
npernapaT BUKJIUKAE 3aTPUMKY PiJIMHU B OPTaHi3Mi.
Y  daxoBux my6iiKaiisgx €  IOBIZIOMJIEHHS
PO KJIHIYHUM JOCBIJl 3aCTOCYBAaHHS B MAIIEHTIB i3
MYH9-RD 3 kaiHiYHUMEU TPOSIBAMU TSZKKOI TPOM-
6oruToreHil Ipenaparis i3 TPy MiMETHKIB €H/10-
rearoro Tpombonoernny (ETIIO), mo crumyJio-
I0Th TIPOYKILiT0 Tp 3 MerakapiornuriB y KiCTKOBOMY
Mo3Ky. Pominnioctim (Enrureitt®, Ampken, Higep-
JlaH/n ), mapenTepasibia popma mimetukis ETIIO,
VCIIITHO 3aCTOCOBYETHCS 3 METOIO ITi/IBUIIEHHS
piBHs Tp nepen naHOBUM OTIEPATUBHUM BTPYUYaH-
HAM y popociux; eixsrpombornar (Pesomaa®, Ho-
Baptic, [IIBeiinapis), nepopanbua popma ETIIO,
MIOKa3aB CBOIO e(heKTUBHICTb 32 MPOPIIaKTUYHOTO
1ioro mpu3HauYeHHA Tepesl OlePaTUBHUM JIiKyBaH-
HSIM Y topociux i miteit i3 MYH9-RD [5,13].

Y mmsmi Bumankis marientam i3 MYH9-RD
MO’Ke 3HaJOOUTHCS TAKOJK TePATTisi HereMaTOJIoTid-
HUX MPOsSIBIiB. 32 HEOOXiHOCTI MPOBOSATH Xipyp-
riuHe BUajgeHHsA KaTapakTu. [Ipu HeifpocencopHiii
BTpaTi CJIyXy XBOPUM IIPOBOJSATH CJIYXOIIPOTE3Y-
BanHda. CydyacHy METOAWKY BiJIHOBJIEHHS CJIyXy
3 KOXJICAPHOIO IMIIJIAHTAIIE€I0 YCITIIHO 3aCTOCOBY-
I0Tb y JiKyBaHHi namnientis i3 MYH9-RD [16,20].
3 MeTo10 TPOMIIAKTUKY TPOTPECYBAHHS HUPKOBOI
HEJIOCTaTHOCTI Ha PaHHIX CTa/lisIX XBOPOOU ITpH3Ha-
YaloTh IHrOITOPU AHTIOTEH3UH-IIEPETBOPIOI0YO-
ro dbepmenty [1,2]. [Ipu mporpecyfouiii HUPKOBii
HEJJOCTaTHOCTI MOKe 3HaZ0OUTUCS 3aMicHa HUPKO-
Ba Tepallis Ta TpaHCIIaHTallist HUPOK [8,15].

BucuosBku

TpomboruToneHis Moxe OyTH i30JIbOBAaHUM
3aXBOPIOBAHHSIM, YCKJIQIHEHHSIM JIKyBaHHS a0b0
BXOJUTU IO CUMIITOMOKOMILTIEKCY Pi3HUX 3aXBO-
proBaHb. /a5 nikapst pysKe BakKJIMBO BU3HAYUTHU
HPUYMHA TPOMOOIMTOTIEH T, a1 TT0YaTH MOKJIBY
Teparniio st yeyHeHHsT a00 IpodiIakKTUKU TeMO-
pariunux yckiaagaaerb. CriazkoBa MakpoTpoMO0-
IUTOIIEHisT, CIPUYNHEHA TeTEPO3UTOTHOI0 MYyTa-
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1mieio B redi MYHY, € pigkicHUM 3aXBOPIOBAHHSIM.
3allio3puTH MOT0 MOKHA 32 HU3KOIO KJIIHIYHUX
i yabopaTopHUX O3HAK: 32 XPOHIYHOTO Iepediry
TPOMOOIUTOIIEH ]I, 1[0 He BIJIOBiZa€ Ha CIeIu-
(biuny Tteparmiio s iIMYHHOI TPOMOOIMTOTIEHI],
Ta B pa3i BUSBIEHHS BEJUKHX 1/a00 TiraHTCh-
Kux GopM TPOMOOIUTIB y Ma3Ky mnepudepuaHoi
KpOBi. 3a pe3yJibTaTaMu OTPUMaHHS YiTKUX J[AHUX
ciMeliHOro aHaMHe3y HasBHICTb y mallieHTa abo
YJIeHIB TIOoro ciM'i HEereMaToJIOTIYHUX CHUMIITOMIB,
TaKWX K HEHPOCEHCOPHA BTPATa CJIYyXY, HECEHIJIb-
Ha KaTapakTa i HasgBHICTb XPOHIUYHOTO 3aXBOPIO-
BaHHS HUPOK, MAa€ BaXKJMBE JIarHOCTUYHE 3HA-
yeHHd. CBo€YacHa /1iarHOCTUKA 1[bOTO PiJIKICHOTO
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