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MposgBaMM IyXJIWHHOI 1HTOKCHKALT Ta BaXKUMM iH(pEKIis-
MM 3 JIMX@JIBHOK | CepUEBO-CYAMHHOIO HENOCTATHICTIO, HE
J03BONINB  posniodath crneuudiune nikysanus. J[Boe xso-
PHX TIOMEDJIO MCHs 3aBepmicHHs npedasn Ta MepHioro
Os10Ky nomxmlm'epani]' B PE3YNBTATl TSKKUX iH(DEKIIHHNX
YCKIIQ/IHCHD (IIHEBMOHIA, MICBMOTOPAKC, €HTEPONATIS, BH-
Pa3KOBO-HEKPOTHYHHH CTOMATHT, migneGiHHa HOpWNa) Ta
BUCH@KCHHA BiTanbHuX (Qyskuii. V 4-pigoro xgomymka
3 ABBKJL, nicist nposenennx 6nokie CC ta AA, perpecisa
nyxanHy He nactynuna. Tepanist noparyaxy (6nox [CE
B KomOinanii 3 »urykcimabom) Tex He naiia GaxaHoro
PE3yNLTATY; JIUTHH: [IOMCPIA Bijl IporpecyBanHs TiMGpOMH.
Y asox (28-.6%) MALIEHTIE UATOCTATHYHE JIIKYBAHASA IIpO-
BeAeno yemimzo. Xuonuuk 3 JIBJI orpumas nosnmit kype
NPOTOKOMLHOI tepanii (NHL-BFM-95) Gez penykuii mo3
xmnonpenapaTiB. Y aisumeka 3 JIBBKJI nikyeanns ne-
pepBano micist S-ro Onoky (AA Ne2) nporoxony HXJI-
JUTUIY-2000 y 38°13Ky 3 PO3BHTKOM HEKpO3y M’SKHX TKa-
HUH KyNPHKOBOI NLISHKM, ocTanmiit Grok BB e npogo-
nuca. Ha cooropmimuiit aens ui aith nepebypaiots y
TpuBaili pemicii (13 Ta 9 pokiB BignoBigHO).

Bucnoskn. Tsoxkicts kiiniunoro nepebiry HIJT y xBo-
pux 3 CXH symoBnena naspoicTio cynyTHix indexuiimx
YCKIaHCHs Ha (POHI KOMOIHOBAHOrO IMyHOUC(ITHTY, N1O
BMMAlae MOTYXKHON0 AaHTHOAKTEPIHHOTO, NpPOTHrPHOKOBOTO
3aXMCTy Ta KOpeKuli iMynosorivnoro crarycy. Hutocrarny-
HE JIKYBaAHHS! HITT y nireit 3 CXH moxiuse ta edexrnBae
npH mmnili,uya.umii’{ KOpEXUIT 103 Ta PEKHUMIB IPOTOKOINIb-
HOT TEparli y CTOpoHy X SHHIKEHHs, BPAXOBYIOYM MyTareH-
HY Ta IMyHOCYTIPECHBHY JIHI0 XiMIOIIpEemaparis,
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KJIIHIYHUA BUOAJOK CHHAPOMY
®PAHYECKETTI ¥ HOBOHAPO/KEHOI'O

Konwoaxina JI.B., Bnacosa O.B., /lacmieka 1.B. %,
Xinvueecoxa B.C.

ByKosuHCHKULl OepICasHUil MEOUHHUU YHicepcumemn,
kaghedpa nediampii ma Oumsux iHgheKyitnux Xeopoo,
Kathedpa nediampii ma meouunoi 2enemuxu’™,

M. Yepnisui, Yipaina

HakormuueHHs Ta CUCTeMaTH?aIIisl JaHUX 100 NOIIUpe-
HOCTi CHAJKOBUX 3aXBOPIOBAHbL, 30KpEMa, xpomocow,mm na-
Tosnorii, nabyeae BCe OINBIIOrO 3Ha4denHs y 3B'A3KY i3
3GLIBUICHHSM YaCTKU CHAJKOBOI I1aTONOTIi B CTPYKTYpPl 3aX-
BOPIOBAHOCTI T4 CMEPTHOCTI auTa'ioro HaceineHHs. Jlo HEX
MOXKHA BifIHECTH Tpymy 3aXs0OpioBaiib, SKi BUHHKAIOTH
BHACIII/IOK 9MC/IOBHX a00 CTPYKIYpHHMX 3MiH XpOMOCOM Ta
CYMPOROJUKYIOTHCS  LIENEITHO-THIILOBUMY aHOMANIAMH, K
MIJTBEP/PKYIOTHCS TEHETHYHHMY AOCTIIKEHHAMHE, 30KpeMa,
manubynodamianbHuil 130¢T03 — cHHApoMoM Dpanuec-
kerri-Kieiina. Tun ycrajkyBaHHs — ayTOCOMHO-JIOMIHAHT-
HEH 3 BUCOKOIO TIEHETPAHTHICTIO i Pi3HOK eKCITPECHBHICTIO.
YactoTa CHHAPOMY OCTATOUHO He BcTaHoriuewa. HaBoaumo
BUITA/I0K JIAHOTO CHEJIPOMY 3 KIIiHIYHOI [IPAKTHKH.

3 anaMHesy BiOMO, MO XJIOMYHK Hapoausca Bix [
JIOHOLIEHOT BariTHOCTI, ska nepedirana 0e3 yCKIaJHCHb.
[Tonoru I TepminoBi, Gisionoriuni B 38 TIOKHIB BariTHOCTI
B 11PJ1. Maca Tina npu napomxeni — 2600 r, 3pic1" — 49 cm,
OKPYKHICTh FOJNIOBU — 34 CM, OKPYKHICTb TPYAHOT KINITKH — 32
cm. Ouinka 32 mkanowo Arnrap—7/7 6aiis. CT&H,I[HTHHH ics
HAPOJUKEHHSA CePE/IHLOTO CTYTEHs BAXKKOCTI, 110 3YMOBJIEHO
MOMIpHHMH JMXAIBbHUMH, FeMOAUHAMIYHUMHU TIOPYIIEHHAMH
Ha (OHI MHOKHMHHHX CTHIM JiseMOpiorenesy. 3seprac yBa-
ry He3BHYAHHHIT 30BHINIHIA BUTIIS TUTHHA,

Jlns noajbIoro JIKyBaHud Ta BElel)lKaL 7 mlarHosy
HOBOHapomkenuih Ha 1 00y 1epesciaeHuil y BIUUIUICHHS
iHTencuBHoI Tepanii HoBoHapopkernnx OG/IKJL
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Ipu onrsii 3BEpTalM Ha ceOe yBary: 10Bri Bii, rinepTpuxos
BEPXHIX T4 HWKHIX KIHUIBOK, MOPYIUEHHS AepMaToriidiky,
Ha/VIMIITOK  IIKipH, ACUMETpId Ta TiNomuiasis JIBOTO Byxa,
BKOPOYEHHS JIIBOT IUICHOBOI KICTKH, TITOCTIA/AIA, HaAMIpHU
PO3BUTOK NOOHMX Na3yX, BHCOKE apkonomiGHe rmigHe6Ginus,
iiP'ITIflMO'HTOHO'l'JIHHFI po3pi3 ouei, JJOBTe, MIJHINTE JOBEpPXY,
niaAdoPiAAs, «OPIANHMIIN HiC.

HPOBEL{CHi HApaKIiHIuYHI METOIU OOCTEXKEeHHs: BH3HAYeE-
HHsl PIBHSI TOPMOHIB: THPEOTPOIIOHOIO, BIJILHOIO THPOKCHHY,
KopTH3omy, 17-okcinporecTepony, JOTEIHI3YOUOr0, AKi OYI10
B MEXaX HOPMH, alic PIBCHB (PONIKYIOCTHMYIIIOIYOTO CKIIaB
0,7 On/n (nopma — menme 0,1 Op/n), piBeHs 3arajbHOIO
TectocTepony 4,63 mmons/n (mopma — 0,7-2.2 HMonw/n).
Ha neiipoconorpadii BUSBICHO Tinoniasio Mo30uky, cybe-
MIHMMAILHAH  KPOBOBHIINE 3 JIMJIATALIEI0 TIPABOTO POrYy.
IIpn POBEACH] YIBTPA3BYKOBOIO JIOCIIUKCHHS BHYTPIIIHIX
oprasip gmt_bymc YyPaXKEHHA NapeHXIMH HUPOK, Tilepruiasis
HaJHAPHHKIB. 3riIHO HAaHUX YJILTPa3BYKOBOTO HOCIIIKCHHS
cepus: BUSBJICHI BIAKPUTHI OBaJbHHHA OTBip Oing 2 MM Ta
BijkpuTa Goranosa nporoka. Ha ounomy JiHi — Bpompkena
HIrMEHTHA JUCTPodis CITKIBKH. AHAlI3 cedl Ha YPUHONIIZHC
n_aTcum_rii' HE BUSIBJIEHO. PIBEHB 1I1I0KO3M KPORBI Ta EJIEKTPOIIITIB
BIINOBIIAB BIKOBIH Hopmi. JluTHHA OmIsSHYTA BY3HKHMII
CreniagicTamMu.

B npoueci mikyBanHs Ta oOcTexXeHHs cTabuIi3yBaBcs
CTaH JIMTHHH, Ta jUld HOJANILUIONO JiKyBAHHA BOHA Nepese-
JicHa y BLUIJICHHS rnarosiorii HoBoHapopkenux. [Iposese-
Ha  JUQMArioCTHKAa MUK  CHAJKOBMMHM  3aXBOPIOBAHHSAMH
Kapuenii ae Jlanre, Toransnoi ninoanctpodii ta cHHAPOMOM
Dpanyeckerti. [lpn renetnuHoMy oOCTekKEHHI B MEIHKO-
FEHETUYHOMY HEeHTPI M. JIbBoBa BHCTaBICHHI KiliHiuHui
JIATHO3: CHHAPOM ®panueckerti. [likaBuM npencrapisgerhes
JIMHAMIUHC CHOCTEPEKCHHS 34 [JAHOIO JHTHHOK 3 METOI0
OIIHKM 0coONUBOCTEN 1 (I3UYHOTO Ta TICHXKOHEBPOIOTIYHOTO
PO3BUTKY.
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[MPEUMILIAHTAUMOHHBIN NEHETHYECKUH
CKPUHUHT — COBPEMEHHOE
BU/EHUE POBJEMbI

Konownenxe M.H. ', Tenucenro C.B. ", I'oposenxo H.I'?

[ — Knunuxa npodiem nianuposanus cemol,
2. Kuee, Yrpauna
icsif@ultrasound.net.ua
2 — Kagheopa meduyurcroli v 1abopamopro 2eHemux
HMAU O umenu 1.1 Ulynura, o.Kues, Yxpauna

[IperMrTaHTalMOHHBIH reHeTHYeCKHil CKPUHHHT (11C)
OTHOCHUTCS K MHBAZHBHOM OIEHKE SMOPHOHOB. €TI0 IIPOBOIAT
¢ LEAbI0 BHISRICHUS TEHOMHBIX MyTanmii y omOpuona jo
ero HUMIVIAHTALMM K. KaK CIEACTBME, NOBRIUCHUA d(dek-
TUBHOCTH JieueOHBIX IMKIOB NPOrpaMy BCIOMOTaTebHBIX
penpoykriBiex Texnogoruii (BPT) y cympyxeckux map
¢ HapymeHueM penpoxyktusuoil dyHkimn. flokazauusmu
s aposeienis UINC gpisores: Bo3pacT Cynpyri crapiie
35 ger. OTArOmEeHHbIT aHaMHe3 (HeBuHamMBanue Gepemen-
HOCTIL MEPTBOPOXICHHE, POXKICHME pebeHKa ¢ XPOMOCOM-
Hoit narosorueit), My»ckoil gakrop 6ecioaus, OTCYTCTRHE
UMILTANTALAY B HECKONLKHY MUKIax jeueOnsix nporpaMm
BPT. mposejicHue OIOMY W3 CYNpYros Kypca paauorepa-
mau, JlparnocTika reHoMHbBIX MyTauuit jio nepesoca smo-
PHOHA B MATKY, [0 MHEHHIO PSAA YHEHBIX, CHIDKACT POLCHT
HOTeph Ha PAHHUX cpokax HEepeMeHHOCTH 1 PUCK POXKICHNUA
pefeHKa ¢ XPOMOCOMHOM NAronoruei.

[lejb TAHHOTO MCCJIAOBAHUN — ONPEICIHTL T0CTCBED-
HocTs MH(pOpPMANH 0 XPOMOCOMHOM HaGope IMOpHOHa Ha
OCHOBE AHAIN3A TOJIBKO OIHOTO DiracTomMepa.

Marepuajibl H MeToAbl. Marepuaiom juls UCCae1osa-
fus cayskuny onacromepst 612 sMopuoHor. GUKCALHIO bac-
TOMEPOB, TMOAYUEHHBIX OT BOCBMUKIETOUHBIX IMOPUOHOB,
ocymecrsisuin o meroay  Jlozopresa (Dozotsev  and
McGiunis. 2001). DmoopecienTHYIO THOPWIM3AIHIO KO-
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